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10 Tema
1. I'eneTnka Kak Hayka (onpejaeJjieHue).
I'eneTrka— Hayka O HACJIEACTBEHHOCTH U U3MEHUYMBOCTHU
2. lIpeamer, 3a1a4u ¥ METOJbI T€HETUKH.

[IpenMeTr reHeTUKU — HACJIEICTBEHHOCTh U U3MEHUYHUBOCTh OPTaHU3MOB.

3ajauu TeHETUKHU
1) W3ydyeHue MaTepuHCKUX OCHOB HACIEIACTBEHHOCTH
2) MWccnenoBaHue MOTOKA TEHETUYECKON HH(POPMAITUU B KIIETKE
3) AHanu3 xapakTepa B3auMOJCHCTBHUS MEXIy T€HaMH B TIpoliecce GopMUPOBAHUS

MpU3HaKa
4) W3ydeHne 3aKOHOMEPHOCTH U3MEHUYMBOCTH U €€ POJIh B IPUCTIOCOOUTEITHHBIX
peaKkuusaxX opraHn3Ma B X0J€ ABOJIFOLIMOHHOIO Mpouecca

5) MWccnenoBanue BiausiHus (aKTOPOB BHEIIIHEH Cpeibl HAa HACIEICTBEHHOCTh
MeTonasl TeHETUKH:
1. T'uGpunonorudyeckuit Metoa (ocHoBarenb I. MeHens).
Meton 0CHOBaH Ha CKpElMBAaHUU OPTaHU3MOB MEXK]Ty COOOM € MOCIETyOIUM
MaTeMaTUYECKUM aHAJIN30M PACIICTUICHUS TPU3HAKOB B IOTOMCTBE.
Merton no3BosiseT:
1) onpeaenuTh TUI HACIEAOBAHHUS NMPU3HAKA (JIOMUHAHTHBIA WU PEIIECCUBHBIN
MPU3HAK, HACJIEYETCs CLUEIIICHO C MOJIOM UIIA ayTOCOMHO);
2) MOJIyYUTHh OPTAaHU3MBbI C HOBEIMU KOMOWHAIIMSAMHU MPU3HAKOB, YTO HTUPOKO
MIPUMEHSIETCS B CEJICKIIUH.
2. I'eneanornyeckuii MeToa (METOM COCTABIEHUS POAOCIOBHBIX).
C yuyeToM BCTpPEYaeMOCTH U3YYaE€MOI0 MPU3HAKA Y TPEAKOB COCTABIISIOT
POIOCIIOBHYIO, ITI0 KOTOPOM MOYKHO:
1) onpeaenuTs TUI HACTEAOBAaHUS MPU3HAKA;
2) cenath BBIBOJ O BEPOSITHOCTH IMOSBIICHUS U3Yy4aeMOI0 ITPU3HAKa y TIOTOMKOB.
JlaHHBIN METOJI IIUPOKO UCTIONB3YETCSI B MEIUKO-TEHETHUECKUX KOHCYIbTAIUSIX.
3. LluToreHeTnyeCcknuii METO/.
C noMouIp0 MUKPOCKOIA U3Y4Yat0T KAPUOTHUI OpraHru3Ma — KOJIMYECTBO, Pa3MEphl U
dbopmy xpomocoM. CpaBHUBAIOT MTOJTYYE€HHBIE PE3YJIBTAThI C CYIIECTBYIOIIEH HOPMOM,
YTO MO3BOJISIET CAEJIATh BHIBOJ O HAJTMYHMH WJIM OTCYTCTBUU MYyTallUM.
C noMouIpI0 TaHHBIX TEHETUKH O MPOLEHTE KPOCCUHTOBEPA MEXKITY F€HAMU
OTIPENICIISIOT PACCTOSHUE MEXKIY HUMU U BIIOCJICICTBUU COCTABIISAIOT TCHETUYECKUE
KapThl XpOMOCOM.
4. BAN3HEIOBBIN METO/I.
VY 6n13HEN0B OAMHAKOBBIN T€HOTHUII, a BBIPAXKEHHOCTh T€HOB B (DEHOTHUIIE MOXKET
OTJIIMYATHCS M3-32 PA3IHUUN B cpesie oouTanus. Mzydast O1u3HEeoB, )KUBYITUX B
Pa3HBIX YCIOBUSX CPEMbI, AENAOT BHIBOJ O BIUSIHUU CPEbI HA MPOSIBICHUE
KOHKPETHOI'O T'eHa B MPU3HAaKe, TeHOTUIA — B KOHKPETHOM ()EHOTHIIEC.
5. BapuanmoHHO-CTaTUCTUYECKUI METOJ.
Ucnonb3yercs s n3ydeHust MOAU(PUKAIIMOHHON N3MEHYHUBOCTH.
6. Ilonyna1MoHHO-BUAOBON METOJ.
Wcnionp3yercs st n3ydenusi reHo(GOH /1A MOMYJIISIIUN: TTPOIIEHTHOTO COOTHOIIICHHUS
OTJIEJIbHBIX T€HOB M T€HOTHUIIOB B MOIMYJISIUU. JJis1 aHaIM3a UCIIOJIb3YETCs 3aKOH
Xapnu-Baitn6epra.
7. buoxumuuecknit MeTos1 (METOJT CEIEKTUBHBIX MPO0).
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N3yyaroT aMUHOKHCIIOTHBIN COCTaB OEJIKOB, CPAaBHUBAIOT €T0 C CYIISCTBYIOIICH

HOPMOM U JIeJIal0T BBIBOJI O HAJTMYUU WJIM OTCYTCTBUU MYyTallUM.

Takske UCKYCCTBEHHO BBI3BIBAIOT MyTallUHM M U3y4YalOT UX BIHMSHUE HA CTPYKTYpPY U

CBOMCTBA KOHKPETHOTO OeJIKa.

8. CoBpeMeHHbIC OMOTEXHOJOTHYSCKIUE METOJIBI:

1) wmeTon KJIETOUHOW MHXKEHEPUU: TTO3BOJISICT KYJIBTUBUPOBATh HA MUTATEIbHBIX
cpenax OTJIeJIbHbIE KJIETKU, BRIPAIIMBATH U3 HUX TKAHU U opraHbl. CylIeCTBYET
METO/I TarjIONI0B, IIUPOKO MPUMEHSEMBIN B CEJIEKIIMU U TTO3BOJISIOMINMN U3
raruIOUIHBIX KJIETOK PACTEHUM (MBUIBIEBOE 3€PHO) IMMYTEM MOJUTLIIONAN3AIINT
MOJIy4aTh AUIJIOUHBIC KJIETKU U BbIpAIlUBATh U3 HUX PACTEHHUE, KOTOPOE 3aTEM
BETeTaTHBHO Pa3MHOXKAETCS.

2) MeToJ] reHETUYECKOW WHKEHEPHUH: OCHOBAH Ha BBIJICIEHUH T€HOB Y OJTHOTO
OpraHu3Ma M BHEAPEHUHU UX B APYroll OpraHu3M, BCIEACTBUE YETO Y MOCIECIHETO
MOSIBJISIFOTCSI HOBBIE CBOMCTBA. B KauecTBe BEKTOPOB JIsI IOCTaBKU T€HOB B
KJIETKU UCIIOIB3YIOTCS TUIa3MHUJIbl OaKTepU U HEKOTOPHIE BUPYCHI.

Hamnpumep, B 6akTeputo ObUT BHEAPEH I'eH YEJI0BEUYECKOTO MHCYINHA, U TEIeph

OakTepHuH B MPOMBIIIJIEHHOM MaciuTade BhIpadaTbiBalOT UHCYJUH.

3. CynmiHoCTh HACJIeACTBEHHOCTH U MI3MEHYMBOCTHU. B yem cocTouT Mx
ANaJIeKTHYeCcKoe eTUHHCTBO?

HacnencrBeHHOCTE-CBOMCTBO JKMBOTO OpraHu3Ma NepeaaBaTh OMOJIOTMYECKYIO

nH(OPMAITIIO O CBOUX MIPU3HAKAX U OCOOEHHOCTSIX Pa3BUTHS TOCIETYIOITUM

TIOKOJICHHSIM.

M3meHunBOCTH — CBOMCTBO JKUBBIX CUCTEM IIPUOOpETaTh U3MEHEHUS U

CYILIECTBOBATh B pa3HbIX BapHaHTaX.

B npornecce duitoreneza opraHudecKoro Mupa 3TH JiBa MPOTHUBOIOJIOKHBIX CBOMCTBA

HAXOATCS B HEPA3PHIBHOM JIHAJIEKTHYECKOM eAuHCcTBe. HOBEBIE CBOMCTBA

OpraHu3Ma MOSBIISIOTCS TOJIBKO O1aromaps U3BMEHUYMBOCTH, HO OHA JIMIIB TOTAA

MOXKET UTpaTh POJib B ABOJIOIMH, KOT/Ia MOSABUBIINECS U3MEHEHUS COXPAHAIOTCS B

MOCJEAYIONIUX MOKOJICHUSX, TO €CTh HACIEAYIOTCS

4. IlonsiTHE 0 HACJ/IEIOBAHH M.
Hacnénosanne — nepejaya reHeTHUECKON HHGOpMAIMK (TCHETHYESCKUX MPU3HAKOB)
OT OJIHOTO MOKOJIEHUSI OPTAaHU3MOB K JPYTOMY.
5. JTanbl pa3BUTHA T€eHETUKH U UX XaPAKTEPUCTHKA.

5.9Tanbl pa3BUTUA TEHETUKHU U UX XapaKTepUCTHKA.

1 aram 1900-1910 rog

2 9tan 1910- 1920 rox

3 sramr 1920 -1940 ron

4 stan 1940 — 1953 rox

S aran 1953 roxg — no Hacrosimee BpeMs

6.PoJib 0TeueCTBEHHBIX M 3apy0€KHBIX YY€HbIX B PA3BUTHH I'€HETHKMH.

1 stam — 1900-1910

1900 rox — poxaeHNEe TEHETUKN

1903-1903 rona — [ledpus BBed TEPMUH «MYTAIIHS»

1903 rong — MoranceH BBOJUT MOHSATUE «YHUCTHIE JIUHUMW - OPTaHU3MBI

TOMO3UTOTHBIE; «TE€H», KTEHOTHUID», KPEHOTHUID.

1906 ron — beTCOH BBOIUT TEPMUH «TE€HETUKA», KTOMO-  T€T€PO3UTOTa

1908 ron — Xapau u BaitHOepr OTKpbUIA F€HETUYECKUN 3aKOH CTaOMIBHOCTH

OINAIE 1112071
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1908 ron — HenbcoH-D7e BBOOUT «IOJMMEPUIO» - HECKOJIBKO TEHOB OTBEYAIOT 32 1
npu3HaK (IpUMep: IBET KOXKH)
1902-1906 rox — besepu u CaTTOH CPopMyTUPOBATIN TTOTIOKEHNE XPOMOCOMHOMN
HACJIECTBEHHOCTH
2 9tan 1910 — 1920 rona
1911-1914 roga — Mopran nokasan XpOMOCOMHYIO TEOPHUIO HACJIEACTBEHHOCTH
3 aran 1920- 1940 rona
1928 rog — DiiBepu BbIAEIHIT TpaHC(HOPMUPYIOUIEH ONEHT U MOKa3all, YTO UM
seisgercs JJHK
1920 ron — BaBuioB co3gan y4eHHE O MUPOBBIX IIEHTPAX MPOUCXOKICHUS
KYJBTYPHBIX PACTEHHH , OTKPBLI 3aKOH TOMOJIOTHYECKHUX PSAOB HACIEACTBEHHOCTH
M3MEHEHMS OPraHU3MOB
1928 ron — KaprnieueHko — Joka3zan BO3MOXKHOCTh IMTPEOIOJIEHUSI CTEPUIBHOCTH Y
OTIENbHBIX THOPUAOB PACTEHUN MOCPEICTBOM YIBOCHHSI YHUCIA XPOMOCOM.
1929 ron — HaBarus OTKpbLI ABOMHOE OIUIOAOTBOPEHUE Y MTOKPHITOCEMEHHBIX.
3a10Ku1 0OCHOBBI MOP(OJIOTUH XPOMOCOM U KAPUOCUCTEM
1920-1930 rona — CepeOpoBckuit — chopMyIupoBa rurnoTe3y o ASTMMOCTH T'eHa,
BBEJI IOHATHE «T€HO(POH 12 MOMYJISILIUN U 3aJI0KHII OCHOBBI T€éHEOreorpauu.
4 ytam 1940 -1953 rona
1941 rog — bung xopmk u Tatym Dayapa — aBTOpbl PyHIaMEHTalbHON KOHLIETILIMU
MOJICKYJISIPHOW TEHETUKH: «OJMH I'eH — OUH (pepMeHT
5 aran 1953 — o Hacrosiiee BpeMs
1953 ron — Yorcon u Kpuk npenocraBuinm Marepranisl 0 TPOCTPAHCTBEHHOM
ctpykrype monekyisl JIHK B ¢popme aBoitaol crimpanu.(1962 roq HoOeneBckas
peMus)
1956 rox — Tuo u JIeBUH AUTIIIOUHOE KOJIUYECTBO XPOMOCOM Y uesioBeka 46
XpOMOCOM (CHavasa cuutaiu 48 XpoMocom)
1959 ron — Jlexxun onpenenui NpUUUHY BO3SHUKHOBEHHUS CHHAPOMA JayHa.
1968 rog — Huprenbepr Mapiuan YoppeH 0OCHOBHbIE TPY/Ibl OCBSIICHBI
pacmndpoBKe reHETHUECKOTO KOJia
1985 ron — Keppu Mittone 0CHOBBI TOJIMMEPO3HOM LETON pEaKIIUH.
1987 rog —HeTBEpUKOB — MOJIOKEHNE O HACBIIIIEHNUE BUJOB B IPUPOJIE
BO3HUKAIOLIUMHU MyTalliy B BUA00OPA30BaHUH U SBOJIOLUH , 3aJI0KUB OCHOBBI
3BOJIFOLIMOHHOW N'€HETUKH.
1997 ron — 1-e onbITHl KIOHUPOBAHUS MIIEKOIUTAOIIAX

7. ChopmyaupyiiTe onpeeieHnsi OCHOBHbIX MOHATHIA FTeHEeTUKH: T'eH,

aJljieJIbHbIC M HeaJlJleJIbHbIE TeHbl, TeHOTHUIL, (eHOTHIl, TOMO3UTOTHOCTb,
reTepo3uroTHOCTb, FeMHU3UTOTHOCTD.

I'en — yuacrok monekyins! JIHK, kogupyromui nociaenoBareIbHOCTh aMAHOKHUCIIOT B
MNOJINIENTUE.
AJUIeNIbHBIE TeHBI — TeHbI, PACTIOJI0XKEHHBIE B OIMHAKOBBIX YYaCTKaX TOMOJIOTHYHBIX
XPOMOCOM U KOHTPOJIMPYIOLIUE pa3BUTHE BapUallMil OJJHOTO MPU3HAKA.
HeauienbHble T€HbI — TE€HBI, PACIIONIOKEHHBIE B PA3HBIX YYACTKAX XPOMOCOM U
KOHTPOJIUPYIOIINE PA3BUTUE PAZHBIX TPU3HAKOB.
I'eHoTHIT — COBOKYITHOCTH BCEX T€HOB OpraHu3Ma.
@DeHOTHUIT — COBOKYITHOCTh BCEX MPU3HAKOB OpraHu3Ma, KOTopbie (POPMUPYIOTCS B
pe3yabTare peaau3alii FeHOTUIA B ONPEIETICHHBIX YCIOBUSIX BHEIIHEN Cpebl.
['OMO3UTOTHOCTE — OPraHU3M, UIMEIOLIUH IBa OMHAKOBBIX AJIJIEbHBIX T€HA U

MPOAYUUPYIOIIUX OJUH THIl TaMET.
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I'eTepo3UroTHOCTH — OPraHU3M UMEET JIBa PA3JIUYHBIX AJIJIEIbHBIX T€HA U
MPOAYLIMPYET PA3HBIN TUI I'AMET.
I'eMU3UTOTHOCTE — Opranu3M, B JUILIOUIHOM HAOOpE KOTOPOTO TOJBKO 1 reH u3
aJUIeJIbHOM Mapbl, TPOSBIISIETCSA BCETa, B HE3aBUCUMOCTH — JOMHUHAHTEH OH WU
PELIECCUBEH.
8. PaccMoTpuTe TUIIBI HAC/IEIOBAHUS IPU3HAKOB.

1. AyTOCOMHO-TOMHHAHTHBIH
DTO Hacle0BaHUE JOMUHAHTHBIX IPU3HAKOB, CIICTUICHHBIX (JJOKAJTU30BaHHBIX) C
ayToCOMaMHU. XapaKTepPU3yeTCs 3HAUUTEIbHON ()EHOTHITMYECKOW N3MEHIUBOCTHIO OT
€1Ba 3aMETHOTO J0 YPE3MEPHO MHTEHCUBHOTO MPOSBIEHUS Npu3Haka. OnuH u3
ponutenei B Opake reTepo3uroTeH Wik TOMO3UTOTEH I10 MaTOJIOTMYeCKOMY TeHY —
AA wim Aa, Ipyrom ToMO3UIOTEH 110 HOPMAJIbHOMY AJUIEIIO — aa. BapuaHTsl
TeHOTHUIIOB TOTOMCTBa Aa,Aa,aa,aa. Kaxxawiii Oymymuii peOEHOK, HE3aBUCUMO OT
noja B 50% ciiy4aeB UMEET BEPOATHOCTD MOJIYYUTh OT OOJIBHOTO POIUTENS ajieinb A
U OBITh MOPaKEHHBIM.

2. AyTOCOMHO-pEIeCCHBHBIH
DTO HACJIEA0BAHUE PEIIECCUBHBIX MPU3HAKOB, CLIETIEHHBIX C ayTOCOMAMM.
3a0o0seBaHus C TUM TUIIOM HACTIEAOBAHUS MPOSBISIOTCS TOJBKO Y TOMO3HUIOT - aa,
KOTOPBIE MOJTYYHIIH IO OTHOMY PELIECCUBHOMY I'€HY OT Ka)KJI0r0 U3 POIUTEIECH-
reTepo3uroT Aa. bonesns mporekaet 6osee Tsxkeno, yeM npu A-J] turme
HACJICIOBAaHUS, TaK KaK «TTOPAXXKECHHBIMI» OyIyT 00a ajuiesst JaHHOTO TeHa.
BepostHOCTB BcTpeun AByX Hocutesned A-P reHa 3HaUMTENbHO BO3pPACTaET B Cllydyae
KPOBHOTO POJICTBA CYIIPYTOB.

3. X-cLeIICHHBIN JOMUHAHTHBIH
DTO HacneqOBaHUE JOMUHAHTHBIX IPU3HAKOB, IETEPMUHUPOBAHHBIX T€HAMU,
CIEIJICHHBIMH ¢ X-XpOMOCOMOM. 3a00JieBaHUs BCTPEUAIOTCS B 2 pa3a valie y
KEHIIWH, YeM Yy MY>KYUH. BoIbHbBIE MY>KUMHBI IEPEAAIOT AaHOMAJIbHBIN T'eH XA BCceM
CBOMM JIOUYEPSIM U HE MEPENAIOT CHIHOBbSIM. bOJbHAs JKEHIIMHA NEPENAET X-
CLEIUICHHBIA JOMUHAHTHBIA I'eH XA MOJIOBUHE CBOMX JETEN HE3ABUCUMO OT I0JIA.

4. X-CIEIUICHHBII PEleCCUBHEL. DTO HACIEIOBAaHUE PEIIECCUBHBIX MTPU3HAKOB,
JETEPMUHUPOBAHHBIX T€HAMHU, CLIETUIEHHBIMU C X-XpOMOCOMOM. 3a0oieBaHne
WJIM IPU3HAK BCET/a NPOSBIIAETCS Y MY>KUYUH, UMEIOIIUX COOTBETCTBYIOIIUI
reH Xa, a y *EHIIHWH — TOJBKO B CIy4astX TOMO3UTOTHOIO COCTOSIHUS MPU
reHorune XaXa (4To HAOMIOMAETCSI KpaiHEe PEIKo).

5. VY-cuennenHoe HacIeNOBAHUE Ul 20NAHOPUYECKOe, HacredosaHue. B aTon
XpPOMOCOME JIOKaJM30BaHbl OKOJIO 2() TEHOB, ONPEACIISIIONIUX PA3BUTHE
CEMEHHUKOB, OTBEYAIOIIUE 3 CIEPMATOI€HES, KOHTPOJIUPYIOIINE
WHTEHCUBHOCTh POCTa, OMPEAEISAIONINE OBOJIOCEHUE YITHONW PAKOBUHBI,
cpenuux danaHr kucteit u np. [IpusHak nmepemxaércs OT OTIia TOIBKO
manpaukaM. [latonorudyeckue Mmyranuu, 00yCIIOBIMBAIOIINE HAPYIICHUE
dbopMUpOBaHUSI CEMEHHUKOB UJIM CIIEpMATOreHe3a, He HACIEAYIOTCS B CBS3H CO
CTEPUIIBHOCTBIO UX HOCUTEIICH.

6. MumoxonOpuanvbHas Uiy Yyumoniazmamuyeckas HacieoCmeeHHOCMb.
Konsuesas monekyna [IHK mutoxonapuit conepxxut 16 569 Teic. nap
OCHOBaHMWI. MUTOXOHIPUY HACIEIYIOTCS PEOEHKOM OT MaTePH C IIUTOILIA3MOM
OOILIMTOB, TO3TOMY 3a00JIeBaHUE MEePeNacTCss OT MaTEPHU BCEM JCTIM
HE3aBUCUMO OT oJ1a peOEHKa; OONbHBIE OTIIBI HE IEPENAIOT 3a00IeBaHUE
JIETSIM, BCE JICTH OyIyT 370POBBIMH U Tepeada 3a00JIeBaHUs MPEKPAIASTCS.
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Myranuu mutoxonapuansHoit JJHK oOnapyskuBarotcst mpu okoso 30

pa3JIMUHbBIX 3a00JIeBaHUM: aTpodust 3puTeILHOTO HepBa (cuHapoMm Jlebepa),

MUTOXOHIpHaIbHAsg MUOJHIIePaonaTus 1 Jap.

9. MoHO-, 11-, TOJTUTHOPUIHOE CKPEeIIMBAHNE.
Mounorubpuinoe ckpemmuBanne — CKpermuBaHue GopM, OTIMYAOIIMXCS APYT OT
Jpyra 110 OJHOI nape aJbTepHAaTUBHBIX MPU3HAKOB. [Ipu 3TOM CkpeniuBaemble
IPEJKU SIBISIFOTCS TETEPO3UTOTHBIMHU 10 MOJIOKEHHIO aJJIENs B XPOMOCOME.
JurnOpuaHoe CKpeluBanne - CKpeuMBaHUE OPraHU3MOB, Pa3INYAIOIINXCS MO IBYM
napam aJbTepHATUBHBIX MPU3HAKOB, HAIIPUMEP, OKpacKe IBETKOB (Oenast uiu
oKpaiteHHast) u popme cemsiH (Tiaakasi i MopiuHucras). Ecinu B nurubpumnom
CKpELIMBAaHUU Pa3HbIE MAPhl AJJIEIbHBIX T€HOB HAXOASATCS B Pa3HbIX Mapax
TOMOJIOTHYHBIX XPOMOCOM, TO Mapbl NPU3HAKOB HACIIEAYIOTCS HE3aBUCUMO JIPYT OT
Jpyra (3aKOH HE3aBUCHMOTO HACJIEIOBAHUS TTPU3HAKOB).
[onurndpuiHoe CKpenmBaine — CKpelruBane GopM, OTIMYAIOIIUXCS APYT OT
Apyra, 0 HECKOJBKUM NapaM aJIbTEPHATUBHBIX NPHU3HAKOB. [Ipyu 3TOM 0CO0B,
reTEPO3UTrOTHA 110 N TapaM IT'e€HOB, MOKET MTPOU3BECTU 2N TUIOB rameT, a B F2, mpu
pacuierIeHH MOTOMCTBA MOJIUTUOPUTHOTO CKPEIIMBAHUS MOKET 00pa3oBaThCs 3n
TeHOTUITOB. HacTOTy JaHHOTO T€HOTHUIIA B TOTOMCTBE POAUTENICH, OTIANYAOIINXCS
ONpEICIEHHBIM YMCIIOM HE3aBUCUMO HACIIETYEMbIX T€HOB, MO>KHO BBIYUCIIUTH
cienyomuM 00pa3oM: HaJ0 MOACYUTATh BEPOSTHOCTh COOTBETCTBYIOIIEIO T€HOTUIIA
JUTSL K&KJI0M TIapbl TEHOB OTZIETIBHO, a 3aT€M NepEMHOXKUTh. Harmpumep, Hazo
paccuutarh yactoty reHotuna AabbCc B moromcTBe OT ckpenuBanusi AaBbcc x
xAaBbCc. BeposTHOCTh reHOTHIIA Aa B IOTOMCTBE OT CKpeniuBaHus Aa X Aa paBHa
1/2; BeposiTHOCTH TeHOTUNIA bb B moTOMCTBE OT ckpe uiuBanust Bb x Bb paBna 1/4;
BepoATHOCTH reHotura Cc paBHa Tak xe 1/2. CnenoBaTenbHO, BEPOATHOCTb TEHOTHUIIA
AabbCc cocraBuser 1/2*1/4*1/2 = 1/16.
10. 3axonbl HacaenoBaHust MeHae/isl, MX HUTOJOTHYECKOe U UTOreHeTHYeCKoe
AokaszareabcTBo. IIpumepsl.

1. 3akoH eguHO00pa3us rTMOPHUIOB MEPBOIO MOKOJICHUS.
3akoH eAMHO00pa3usi THOPUIOB MEPBOTO TTOKOJICHUS (TIEPBHIN 3aK0H MeHaens) —
IIPU CKPEIIMBAHUU ABYX TOMO3UTOTHBIX OPTaHU3MOB, OTHOCSIIIUXCS K Pa3HbIM
YUCTBIM JIMHUSM U OTIUYAIOUIUXCS JPYT OT Apyra M0 OAHOU Mape anbTepHAaTUBHBIX
MPOSIBJICHUH MpU3HAaKa, BcE nepBoe nokojaeHue ruopuaon (F1) okaxercs
€IMHOOOPA3HBIM U OyAEeT HECTHU MPOSIBICHNE IPU3HAKA OTHOTO U3 POJIUTENEH.
[Ipu ckpemmBaHUU YHUCTHIX JIMHUHM TOpOXa C MyPIyPHBIMHU IIBETKAMU U TOpOXa €
OenpIMU 1IBeTKaMU MeH 1eb 3aMETHII, YTO B3OILIEAIINE TTOTOMKH PAaCTeHUN OBLIIN BCE
C MyPITypHBIMU IIBETKaMH, CPEIN HUX HE OBLIO HU OJHOTO OEIoro.
2. 3aKkoH pacuienJieHusi NPU3HAKOB.
3aKOH pacIleryIeHus1, WX BTOPOU 3aKOH (BTOpOil 3akoH MeHens) — npu
CKPEILMBAaHUU JBYX F€TEPO3UTOTHBIX TIOTOMKOB MIEPBOIO MOKOJIEHUS MEX]Ly COOOM BO
BTOPOM TOKOJIEHUH HAOJIIOJAETCS PACILEIIIEHUE B ONPEIECICHHOM YHCIOBOM
oTHoHIeHUH: 1o penoruny 3:1, mo reHorumy 1:2:1.
CkpenmBaHreM OpraHu3MOB JBYX YMCTBIX JIMHUH, pa3IndarolIuXcs M0 IPOSBICHUSIM
OJTHOTO M3y4YaeMOTr'0 MPU3HAKA, 32 KOTOPbIE OTBEUAIOT AJIJIENIM OJIHOTO TeHa,
HA3bIBACTCSI MOHOTUOPUTHOE CKPEIIHBAHHE.
CrnenoBarenbHO, pacCUICIUIEHHE — 3TO PaCIpENeICHUE JOMUHAHTHBIX U
PELECCUBHBIX PU3HAKOB CPEIU TOTOMCTBA B ONPEACIEHHOM YHCIOBOM
COOTHOILIEHHUH. PeriecCUBHBIN NMPU3HAK y THOPHIOB IEPBOTO IMOKOJIEHUS HE NCUYE3AET,

a TOJILKO TIOJIABIISICTCS U TIPOSIBIISICTCSI BO BTOPOM THOPHTHOM TTOKOJICHUH.
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3. 3aKoH He3aBMCHUMOI0 HACJIEIOBAHHS NPU3HAKOB.

3aKOH HE3aBUCUMOTO HacyeoBaHus (TpeTuii 3akoH MeHies) — Mpu CKpeluuBaHuu
JIByX TOMO3UTOTHBIX 0COOEH, OTIMYAIOIIMUXCS JPYT OT JIpyra 1o AByM (1 Oosee)
napam aJIbTEPHATUBHBIX IPU3HAKOB, T€HbI U COOTBETCTBYIOIIHNE UM ITPU3HAKU
HACJIEIyIOTCA HE3aBUCUMO APYT OT JIpyra U KOMOMHUPYIOTCSI BO BCEX BOBMOXKHBIX
COYETaHUAX (KaKk U P MOHOTMOPUIHOM CKpeluBanun). Korna ckpemuBanucey
pacTeHus, OTIIMYAIOLIUECS IO HECKOJIBKUM MTPU3HAKaM, TAaKUM Kak Oelible U
NypIypHBIE IBETHI U JKEIThIE WU 3€JEHBIE TOPOIINHBI, HACIEOBAHUE KaXIO0T0 U3
MIPU3HAKOB CJIEIOBAJIO TIEPBHIM JIByM 3aKOHAM U B IIOTOMCTBE OHU KOMOMHHPOBAIHUCH
TakUM 00pa3oM, Kak Oy/ITO UX HacJel0BaHUE MPOUCXOINIIO HE3aBUCUMO APYT OT
npyra. [lepBoe nokoneHue nocie CKpeuBanus 00Ja1a10 JOMUHAHTHBIM
(deHoTUOM 1O BCeM Mpu3HakaM. Bo BTOpoM MOKoJIEHUH HAOMI0AAIOCh pacieTyieHue
denorunos no dpopmyine 9:3:3:1, To ecth 9:16 ObITH C MyPIYPHBIMU [[BETAMH U
KEJITBIMU TOpOoLIMHaMU, 3:16 ¢ OenbIMU LIBETAMU U JKENTHIMHU rOpoIIrHamMu, 3:16 ¢
MypILypHBIMH LIBETAMU M 3€J1EHBIMHU FOPOIIMHAMH, 1:16 ¢ OenbiMu 11BeTaMu 1
3€JEHBIMUA TOPOIIMHAMM.

Menzeno nonaauch NPU3HAKU, T€HbI KOTOPBIX HAXOAMUIIUCH B PA3HBIX Mapax
TOMOJIOTHYHBIX XpOMOCOM ropoxa. [Ipu mMeiio3e roMonoru4HbIe XpOMOCOMBI Pa3HBIX
nap KOMOMHUPYIOTCS B TaMeTax ciydyailHeIM oOpa3zom. Eciu B ramery nomnasa
OTLIOBCKAsi XpOMOCOMa MEPBOM Maphl, TO C PABHON BEPOATHOCTHIO B 3TY TAMETY
MOJKET NTONACTh KaK OTI[OBCKasl, TAaK U MaTEPUHCKAasi XpOMOCOMa BTOPOil Maphbl.
ITosTOMY NpHU3HAKH, TE€HBI KOTOPBIX HAXOJATCA B PA3HBIX Mapax FOMOJOTMYHBIX
XpOMOCOM, KOMOMHHUPYIOTCSI HE3aBUCUMO JIPYT OT apyra. (Bnocnenctsun
BBISICHUJIOCH, YTO U3 UCCIIEIOBAaHHBIX MeHeneM ceMH nap MpU3HaKoOB y ropoxa, y
KOTOPOT0 IUIUIOWTHOE YUCIIO XPOMOCOM 2n=14, reHbl, OTBEYAIOLIUE 32 OAHY U3 Map
MIPU3HAKOB, HAXOAWIUCH B OTHOM M TOM ke XpoMocome. OgHako MeHaenb He
0oOHapy»KuJ HapyIIeHHs 3aKOHA HE3aBHCHUMOTO HACJIEI0BAHUS, TaK KaK CLETICHUS
MEX]ly 3TUMHU T€HaMU He HaOJIt0AaI0Ch U3-3a OOJIBILIOTO PACCTOSIHUS MEXK/Yy HUMHU).
LuTosioruvyeckre 0CHOBBI MEPBOT0 U BTOPOro 3akoHoB MeHnjaeJisi. Bo Bpemena
Menzens cTpoeHue U pa3BUTHE MOJIOBBIX KJIIETOK HE OBLJIO U3YYEHO, IOATOMY €TI0
TMIIOTE3a YACTOTHI FAMET SIBIISIETCS IPUMEPOM T€HHAJIBHOTO NIPEIBUJIEHUS, KOTOPOE
NO3KE HAIJIO HAYYHOE MOATBEPKICHUE. SBICHNUS TOMUHUPOBAHUS U PACIICTIICHUS
MpU3HAKOB, HabMIonaBIIecss MeHenem, B HacTosIIee BpeMsi OObSICHIIOTCS
ApHOCTBIO XPOMOCOM, PACXOXKACHUEM XPOMOCOM BO BpPEMs MEH03a U
00BbETMHEHHEM HX BO BpeMsl OMI00TBOpeHUs. O003HAaYUM I'eH, ONpeAeIIIIOIIHMA
KENTYI0 OKpacKy, OykBoit A, a 3eneHyro — a. [lockonbky Mennens paborai ¢
YUCTBIMU JIMHUSAMH, 00a CKPELIMBAEMBbIX OPTraHU3Ma — I'OMO3UTOTHBI, TO €CTh HECYT
JIBA OJJMHAKOBBIX aJlIeNisi TeHAa OKPACKHU CeMsH (COOTBETCTBEHHO, AA U aa). Bo Bpems
Mel03a YUCIIO XpPOMOCOM YMEHBIIAETCS B JBA pa3a, U B K&Ky raMeTy MonajgaeT
TOJIBKO OJIHA XpOMOCOMa M3 napbl. Tak Kak TOMOJIOTMYHBIE XPOMOCOMBI HECYT
OJIMHAKOBBIE AJIJIEJIM, BCE TAMEThI OJJHOIO OPTraHU3Mbl OYyT COIEPKATh XPOMOCOMY C
reHOM A, a Ipyroro — ¢ reHoM a. IIpu oniaoqoTBOpeHNn MyKCKas U AKEHCKast raMeThl
CJIMBAIOTCS, U UX XPOMOCOMBI OOBEAUHSIOTCS B OHOM 3urote. [lomyuuBmimiics ot
CKpEeUIMBaHUsl THOPU]] CTAHOBUTCS T€TEPO3UTOTHBIM, TaK KaK €ro KJIETKH OyayT
MMETh F€HOTHUIT Aa; OMH BapUaHT '€HOTHIA 1acCT OJWH BapUaHT (PEHOTHUIIA —
KEJNTHIA BET TOPOIIKH. Y THOPUIHOTO OPraHKU3Ma, UMEIOLIETr0 FeHOTUN Aa BO BpeMs
Mei03a, XpOMOCOMBI pacXosTCs B pa3Hble KIETKU U 00pa3yeTcs /1Ba TUIla FaMeT —
MIOJIOBUHA raMeT OyIeT HECTH I'eH A, Apyras MoJoBHHA — reH a. OIIof0TBOPEHHE —

IIPOIIECC CAYYaHBIM M paBHOBEPOSTHBIN, TO €CTh JIFOOOH CIIEpMAaTO30M] MOXKET
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OIJIOZIOTBOPUTH JIt00YI0 stiitiexneTky. [lockonbky oOpa3oBanoch 1Ba Tuna
CIIEPMATO30M/I0B U J[BA TUNA SHIEKIETOK, BO3MOKHO BO3HUKHOBEHHE YETHIPEX
BapuaHTOB 3UTOT. [[0J10BMHA M3 HUX — TE€TEPO3UTOTHI (HECYT reHbl A u a), 1/4 —
TOMO3UTOTHI 110 JOMUHAHTHOMY MPHU3HAKY (HEeCyT aBa reHa A) u 1/4 — roMo3uroTh
0 PEIIECCUBHOMY NMPHU3HAKY (HECYT JBa IreHa a). [ OMO3UroThl o JOMUHAHTE U
reTepPO3UTOTHI AT TOPOIIUHBI JKEITOr0 11BeTa (3/4), TOMO3UTOTHI IO PELIECCUBY —
3eneHoro (1/4). iuronornyeckue 0CHOBBI TpeThero 3akoHa Menaeass [lycte A —
r'eH, 00yCJIOBIMBAIOIINNA PA3BUTHE JKEITOW OKPACKU CEMsIH, a — 3€JIeHOM OKpacku, B
— m1aakas popma cemenu, b — mopiunuctas. CKpenuBaroTcs THOPUIBI IEPBOTO
nokoseHus1, umetronue renotun AaBb. Tlpu 06pa3oBanuy raMer U3 Kaxk10i mapbl
aJIeTIbHBIX TEHOB B TaMETY MOMA/IaeT TOJIBKO OJIMH, IIPU 3TOM B pe3yJbTare
CIIy4alHOIO PAaCXOXKJICHUS XPOMOCOM B IEPBOM JICJICHUU MEM03a T'€H A MOXKET
MOTacTh B OJHY raMeTy ¢ TeHOM B uinu ¢ reHom b, a ren a — ¢ reHom B uiu ¢ renom
b. Takum 00pa3zom, Kaxk/iblil Opranu3M o0Opa3yeT YeThIpe COpTa raMeT B OJJUHAKOBOM
xonuuectse (1o 25%): AB, Ab, aB, ab. Bo Bpemst omnoqoTBOpeHus Kaxabli U3
YEThIPEX TUIIOB CIIEPMATO30M10B MOXKET OILUIOOTBOPUTH JIFOOYIO U3 YETHIPEX THUIIOB
SIMLIEKIIETOK. B pe3ysbrare orutogq0TBOPEHUS BO3MOKHO MOSBICHUE JIEBATH
TeHOTHITMYECKHUX KJIACCOB, KOTOPBIE JaAyT YeThIpe (PEHOTUITUIECKUX KIlacca.
11. IlonsiTHE 0 JOMMHAHTHOCTH U PEeCCUBHOCTH.

JIOMUHAHTHOCTH (IoMUHEpPOBaHNE) — (hopMa B3aUMOOTHOIIICHUH
MEXy aJUIeJIIMHU OJIHOTO T'€Ha, IPU KOTOPOM OUH U3 HUX (JOMUHAHTHBIN)
MOJABJISIET (MAaCKUPYET) MPOSIBJICHUE APYTOTo (PEIECCUBHOTO) U TAKUM 00pa3oM
OTpeeNIsIeT MPOSIBICHUE MPU3HAKA KaK Y JOMUHAHTHBIX TOMO3HIOT, TaK U
y T€TEPO3UTOT.
PeuneccnBuocTs - (hopMa B3aMMOOTHOIIIEHUH IBYX aJIJIEIbHBIX TEHOB, TIPH KOTOPOI
OJIMH U3 HUX - PELECCUBHBIN - OKa3bIBAET MEHEE CUIILHOE BIMSHUE HA
COOTBETCTBYIOLIMI IPU3HAK 0COOH, UEM JPYTOM - TOMUHAHTHBIM.

12. YcaoBusi MeHAeAMPOBaHNS NPU3HAKOB. CTATHCTHYECKHUI XapaKTep

MEeH/1eJIeBCKUX 3aKOHOMEPHOCTEN.
YenoBus MEHISTUPOBAHNS: - B HAOOpPE XPOMOCOM €CTh apHbIe TOMOJIOTUYHBIE
XPOMOCOMBI - PACXOXK/IEHHE TOMOJIOTMYHBIX XpOMOCOM B aHadazy meiosa [ uuer
HE3aBUCUMO - [P OITIOJJOTBOPEHUHU COYETAHUE TaMET MPOUCXOUT CIIyYalHO -
pa3HbIE TeHbl HAXOJATCS B pa3HbIX XpOMOCOMax - | reH KOHTpoiupyer 1
NpU3HAK(MOHOT€HHOCTD) - IPU3HAKU KAYECTBEHHBIE, HE KOJIMYECTBEHHBIE
Crarucruueckue 3akonomepHoctu (1:2:1, 9:3:3:1, v Ti) yem O0JbIIIE TPOBEACHO
OMBITOB, TEM TOYHEE CTATUCTUYECKHE 3aKOHOMEPHOCTH — CTATUCTUYECKUE
3aKOHOMEPHOCTH MOJIYYaroT Ha OOJIBIIOM YHCIIE OMBITOB, CTATUCTUYECKHE
3aKOHOMEPHOCTU MPUMEHSIOT 151 OOJIBILIOTO YHCIIa OBITOB.
13. Menaeupyoimme NPU3HAKHA YeJI0BEKA.

14. CymiHOCTH AaHAJM3UPYIOIIETr0 CKPeluBaHUS.
AHaJu3upywIilee CKpelnBanue — CKpenMBaHUuE THOPUIHONW 0cOOH ¢ 0COOBIO,
TOMO3UT'OTHOM MO PELIECCUBHBIM AJUIETSIM, TO €CTh "aHanu3aTopom". CMbICH
AQHAJIM3UPYIOIIETO CKPEIMBAHUS 3aKI0YAETCS B TOM, YTO IIOTOMKHU OT
AQHAJIM3UPYIONIETO CKPEIIMBAHUS 00s13aTEIBLHO HECYT OJIUH PELIECCUBHBIN allJIENb OT
"ananu3aropa", Ha POHE KOTOPOTO JOJKHBI MPOSIBUTHCS AJUIEINH, TTOTyUYEeHHBIE OT
aHAJIM3UPYEMOI0 OpraHu3Ma.

CylIHOCTE €ro 3aKJIF0YaeTcsl B TOM, YTO JJIS POBEPKU HA TOMO3UTOTHOCTh UCXOIHBIN

oOpasell CKpeIrBalOT ¢ aHAIOTUYHON (POpPMOI, UMEIOIIEH PEeIeCCUBHBIN
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HeKOTOpre MeHAenupyouwme nNnpusHaku y Yenoseka

nOMM HaHTHblIe NPU3HaKn

Pel.leCCVIEHbIe NpuU3HaKku

Bonocbl: TeMHble BbloLwmecs
He pbbKue

Borochl: cBeTnble npsiMble
pbikue

Maasa: kapue 6onbLune

[nagsa: ronybble ManeHbkue

Bnunsopykoctb

HopmaribHoe 3peHue

PecHuLbl A4nHHbIE

PecHuub! KOpoTKune

Hoc ¢ rop6uHkoin

Mpsimoi Hoc

CBob6ogHas mMouka yxa

Mpupociuas Mouka yxa

LLnpokas wwenb mexay
pesuamu

Y3Kkas wenb Mexay pesuamu unm
ee OTCyTCTBUE

MornHble ry6b!

ToHkwue ry6bl

Hanuuune BecHyLuek

OTCyTCTBME BECHYLLEK

WecTunanocts

HopmarbHoe cTpoeHue
KOHEYHOCTEe

Jydylwee BnagexHne npaeom
pyKoii

Iydyliee BnageHne nNesoi pykom

Hanuyune nurmexTa

Anb6uHU3M

MonoxuTenbHbIin pesyc-

OTpuuatenbHblii pesyc-haktop

akTop

aHaIu3upyeMbli pu3Hak. Cpasy 1o nepBOMY MOKOJIEHUIO MOXHO CYJUTh O €T0
TOMO3WUTOTHOCTH WJIM TETEPO3UTOTHOCTU. B mepBoM citydae monyydeHHbIe THOPHIBI
OyayT 0IIHOOOpa3HBIMU C IPOSBIIEHUEM JOMUHAHTHOTO MIPU3HAKA, a BO BTOPOM
rUOpU/IBI IEPBOTO MOKOJICHHS 1ayT pACUIEIUICHUE Ha TOMUHAHTHBIE U
perieccuBHbIE (HOPMBI B paBHOM COOTHOIIIEHUH. B ciydae HEMOIHOro JOMUHHUPO-
BaHUs HEOOXOAMMOCTh B aHAIM3UPYIOIIUX CKPEIIMBAHUSAX OTIAJAET, TaK Kak re-
TE€PO3UTOTHBIC PACTEHUsI OyAyT HUMETh MPOMEXKYTOUHbIN Mpu3HakK. [Ipumepom
MOXKET CIIY>KUTh HOUHASI KpacaBulla, y KOTOPOM MPHU CKPEIIMBAHUU KPACHOII-
BETKOBBIX (DOPM € OENOIBETKOBBIMH TMOPHUIBI UMEIOT TPOMEKYTOUHYIO PO30BYIO
OKpPAacKy LIBETKOB.

11 Tema
1. UcTopusi co3xaHusi XpOMOCOMHOM TEOPUU HACJIEICTBEHHOCTH.
1901-1903rr — Mak-Knanr oOHapy»kui 100aBOYHbIE XPOMOCOMBI Y TIOJIOBUHBI
CIEPMHEB Ky3HEUMKOB. DTH XPOMOCOMBI OIIPENEISIOT OJL.
1902 — 1907rr — Hemenukuii ucciegonarenab Teonop bosepu npoBoaun
AKCIIEPUMEHTHI HAJl AWLIaMU MOPCKUX exel. Jok, uto TpedyeTcs Halu4yue Bcex
XPOMOCOM, ITPUCYIIUX HEMOCPEACTBEHHO BULY.
1902r - boBepu 1 CATTOH - KOJIMYECTBO MPU3HAKOB HAMHOIO MPEBOCXOJIUT KOJI-BO
XPOMOCOM.
1902 — 1903rr C3TTOH yCTaHOBHJI CXOJCTBO MOBEJAEHUS XPOMOCOM.
1905r — CTUBEHCOH YCTaHOBMJI Pa3IN4YMsl B MOJIOBOM HaOOpe CAMOK U CaMIIOB
HACEKOMBIX.
1906r — noareepxkaeHo Buiabconom
2. MexaHu3Mbl TeHOTUIIHYECKOT0 OIpeieIeHUsI M0J1a y OPraHu3MoOB Pa3HbIX
OMOJIOrNYeCKHUX BH/I0B.

VY npo3oduiiel, MIEKONUTAIOMIMX U Y€JI0BEKa 0COOU KEHCKOTO IM0J1a UMEIOT
napy rOMOJIOTHUYHBIX MOJIOBBIX XPOMOCOM, Ha3bIBAEMBIX X-XpPOMOCOMaMH.

Oco0u My»KCKOT0 TI0J1a COJIEPKaT JIMILb OIHY X-XpoMocoMy. Bropas nmosoBas
XpOMOCOMa y MY>KCKHUX OPraHW3MOB Ha3bIBaeTCA Y -XpoMocoMOi. OHa 3HAYUTENBHO
MEHBIIUX Pa3MEpPOB MO CPABHEHHIO C X-XPOMOCOMOM, COAEPKUT JIUIb HEOOBIIIOE
KOJIMYECTBO I'€HOB U HE SBJISETCS TOMOJIOTUYHON X-XpOMOCOME.

VY XKEHUIMHBI KapUOTHUIl XapaKTEPUIYETCS HAIMUKUEM 22 TIap ayTOCOM U Hapbl
X-XpoMOCOM, a y My>K4uH — 22 ayTocoMm, X u Y-xpomocom. [Ipu oOpazoBanuu ramer
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y OPTaHU3MOB, C TAKUM THUIIOM MOJI0BOU qudHEepeHIUPOBKH, KEHCKHUE 0COOH
00pa3yloT AULEKIETKH TOJIBKO OJTHOTO THIA — BCE ¢ X-XpPOMOCOMOM, a camIlbl —
CIEPMATO30M/IbI ABYX THIOB: C X-XpoMocoMoi U ¥Y-xpomocoMoii. Takum oOpazom, y
JpO30(HITBI, MIEKOTTUTAIONIUX U Y€JI0BEKa )KEHCKUH TI0J1 ToMoraMeTeH (o0pa3syer
OJIMHAKOBBIE TAMETHI), & MYKCKOM — rereporameTex (00pasyeT pa3Hbie J1Ba TUIIA
ramer). CienyeT OTMETUTh, YTO MOJ OyAyIIero MOTOMKa BCET/Aa OMpeesieT
reTepOraMeTHBIN MOJI.

VY HEKOTOpPBIX BUAOB KUBBIX CYLIECTB XPOMOCOMHOE OIpe/IeJIEHUE o1
coBceM apyroe. Hanpumep, y nituir, 6ab04eK U penTUIIUH — TOMOTaMETHBI CaMIThI
(Z7), a camxu — reteporameTHsl (ZW). Korna ZW-Bus1, Hanpumep, KOMOACKUN
BapaH (Varanus komodoensis), pa3MHOXa0TCs TAPTEHOTEHETUYECKH, POXKIAFOTCS
TOJIBKO CamIlbl. DTO IPOUCXOIUT U3-3a TOTO, YTO TAIJIOUIHBIE SHIA YABAUBAIOT CBOU
XPOMOCOMBI, B pe3yibTare yero noiyvaercs ZZ vniu WW. U3 ZZ pa3BuBarorcs
caMiipbl, B TO BpeMs kKak WW HEXXH3HECITOCOOHBI M HE pa3BUBAIOTCS Jajiee sla.

Y HEKOTOpBIX HACEKOMBIX, HAIIPUMEP Y MPSIMOKPBUIBIX, Y CaMIIOB B
XPOMOCOMHOM Habope JIMIIb OJIHa ToJIoBast Xxpomocoma (XO), a caMku —
roMorameTHsbI (XX).

VY muen u MypaBbEB MOJOBBIX XPOMOCOM HET, 1 CAMKH UMEIOT B KJIETKaX Telia

JUTUTOUTHBIN HA0Op XPOMOCOM, a CaMIIbl, pa3BUBAIOIIMECS TAPTEHOTCHETHUECKH (13

HEOIJIOOTBOPEHHBIX SIMIIEKIIETOK), — rariouHbIi Habop xpomocoM. EcrecTBeHHO,

YTO B 3TOM CJIy4yae pa3BUTHE CIIEPMATO30MIO0B Y CAMIIOB UJET 0e3 Meio3a, TaK Kak

YMEHBIIUTh YHUCIO XPOMOCOM MEHEE T'alljIonTHOTO0 Habopa HEBO3MOXKHO.

VY KpOKOAMIIOB IMOJIOBBIE XPOMOCOMBI HE 0OHapy:keHbl. [1oi 3apospiia,
Pa3BUBAIOLLEIOCS B SIHIE, 3aBUCUT OT TEMIIEPATYPhl OKPYKAIOIIEH cpeabl: MPU
BBICOKUX TeMIIepaTypax pa3BUBaeTCs OOJIbIlE CAMOK, & B TOM CIy4yae, €Clu
POXJIaIHO, — OOJIbIIIE CAMIIOB.

3. llonsiTHe 0 MOJ10BOM XpoMaTHHe. Teopusi «<KOMIEHCALNH 03I T€HOB.
XpoMaTtuH MoJI0BOM - (sex chromatin) - XxpoMaTuH, IPUCYTCTBYIOIINI TOJIBKO B
KEHCKUX COMATUYECKUX KIJIETKAX U MPEICTABISIOIMNA HEAKTUBHYIO0 X-XpoMocoMmy. B
COMAaTUYECKHUX KJIETKaX KEHIIUHBI COAEPKUTCS IO OJTHOU AKTUBHOU X-XPOMOCOME.
ITo nmonoBoMy XpOMaTHHY MOXHO OMPEAEIUTh 0] peOEHKA IO €ro POXKICHUS; TaKOe
OMpEJIEICHHE MPOU3BOAUTCS MMYTEM U3YUEHUS KIIETOK, MOJYyUYEHHBIX B XOZE
AMHUOIIEHTE3a, WU B IPOLIECCE UCCIEAOBAHNS XOPUOHUYECKUX BOPCHHOK.
CymiecTByeT ABa OCHOBHBIX BHJIa XPOMATHHA:

1) Ttenbie bappa (Barr body) - HeGonbII0€ 0OOpazoBaHue MO KpasiM sJipa BHYTPU
AIEpHO 000JI0YKH, KOTOPOE OKPAIIMBAETCS IPH BO3IECUCTBUM HA HETO
OCHOBHBIX KPaCHUTENEH;

2) HanoMuHarmui 6apabaHHbIe TATOYKU MPUAATOK SApa B HEUTpoduIax
(PasHOBHIHOCTHU OEJIBIX KIIETOK KPOBH).

KOMHEHCALII/I}I JO3bI T'EHA, oquHaKoBasi CTEIICHb MPOSIBJIICHUST PA3HOTO

KOJIMYECTBA OJHOTO U TOTO K€ TeHa X-XpOMOCOM; YUCIIO MOCIEAHUX B HOPME

HEOJMHAKOBO Y CaMOK M caM10B. TepmuH npeyoxen B 1932 I [Tx. Mémnepom,

KOTOPBIN TIEPBBIM OOHAPYKHII, YTO Yy CAMOK JIP030(UIIbl, UMEIOIIUX B XPOMOCOMHOM

Habope aBe X-XpOMOCOMBI U COOTBETCTBEHHO JIBOMHYIO 03y Ka)KJOro reHa, J1Ba

MYTAHTHBIX aJUIEJIsi MOTYT IPOSIBISITECS B TAKOM K€ CTEIEHH, KAK OJJUH aJlIesb B

€IUHCTBEHHOU X-XpOMOCOME y CaMI[OB.
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4. Paootsl T. Moprana mo 3xkcrepuMeHTaJIbHOMY 10KA3aTeJbCTBY XPOMOCOMHOI

Teopur. O0bEKT HCCIeIOBAHUA U METOAUYECKHE 0COOEHHOCTH ero pador.
B 1914 rony Tomac Mopras ¢ rpynnoi y4eHbIX CTall SKCIEPUMEHTAIBHO JOKa3bIBATh
OCHOBHBIE TTOJIOKEHUS XpoMOCcOMHOM Teopuu. B 1933 roxy nomyurin HobGeneBckyro
IPEMHUIO.
Jl1st cBOMX UCCleIoBaHUI OH BeIOpan Mymky Jpo3oduiny — oHa umeer psia
aJbTEPHATUBHBIX MEHAECIUPYIOIINX MPU3HAKOB, KOTOPBIE JIETKO YUYUTHIBATH; UMEET
MaJible pa3Mephl; HEMPUXOTIIMBA B YCIOBUSIX COACPHKAHUS; MAIIBIN LMK
WHJUBUyaJIbHOTO Pa3BUTHSI; BBICOKAS IIOIOBUTOCTH (0HA nmapa mymiek gaet 100
IIOTOMKOB); JIETKO pa3BOAMUTCS B JTaOOPATOpUU; UMEET 4 mapbl XpOMOCOM,3 U3 HUX
ayTOCOMBI.

1 ombIT.
Kpachble ma3a nomuHupyto HaJ 6eabiMu. MopraH B3sJ1 KpacHOIIa3yto caMKy (A) u
6eornasoro camiia(a), CKpeCTHII UX U B IEPBOM MOKOJICHUHM HAOII0a
eanHooOpasue, 4To MOJTBEPKIaeT NnepBbiid 3akoH Menpens. [Ipu ckpenuBanuu
ruOpUI0B TIEPBOTO MOKOJICHUSI OH HAOIIONAM pacieryieHue o PeHOoTHUIry, 4To
JIOKa3bIBAJIO BTOPOW 3aKOH MeHaers.
3arem ckpecTl KpacHoma3oro camia(A) u 6enornasyio camky(a), B IepBOM
HoKoJIeHnu HaOmrofan pacuervienue 1:1. YeraHoBuII 3aKOHOMEPHOCTD, YTO
KpPacHOIIa3bIMHU ObUIM CAMKH, a Oenoria3siMu — caMiibl. Czennain BbIBOJI, YTO MPU3HAK,
OTBEYAIOLMI 32 LIBET IV1a3, HAXOAUTCS B XpPOMOCOME, IPEUMYIECTBEHHO B X U
HACJIEyEeTCs] COBMECTHO.
2 OTBIT.
Cepplil LIBET TeJIa JOMUHHUPYET HAJl YEPHBIM. JJIMHHBIE KPbLIbS JOMUHHUPYIOT HaJ
KOPOTKHMH.
CkpelrBaj TOMO3UTOTHYIO CaMKy IO 00OMM IOMUHAHTHBIM MPU3HAKAM U
TOMO3HUTOTHOTO caMIia 0 000UM pelieCCUBHBIM Mpu3HakaM. ExnnooOpa3ue nepBoro
MIOKOJIEHUE MOKOJICHHUS.
[Ipu ckpemmBanuu TMOPUAOB MEPBOTO MOKOJIEHUS, CAMKU — JIOMHUH., CaMI[bl — PEelIeC.
4 peHOTHNHUECKUX KIlacca:
83% c mpuznakamu ponuteneit u 17% c nepekoMmOuHaIMel TPU3HAKOB
5. HacnienoBanme, cuemnjieHHoe ¢ nosaoM. Iipumepsl y yesioBeka.

HacnenoBanue, cuenieHHoe ¢ 10JI0M — HACJ€A0BaHUE KaKOro-11u0o0 reHa,
HaXOJAILIErocs B MOJOBBIX XPOMOCOMAX.
HacnenoBanue, orpaHn4eHHOE MOJIOM — HACJIEA0BAHHUE MPU3HAKOB,
MIPOSIBIISIFOIIMXCS TOJIBKO Y 0CO0€# OHOTO M0J1a, HO HE OIpeIesieMbIX TeHaMH,
HaXOIALMMHUCS B IOJIOBBIX XPOMOCOMAX.
Tak ropaszno vaie OyayT obsagaTh 0coOu rereporaMmeTHoro nojua. [loaromy
3a00JIeBaHUSIMU, KOTOPBIE BBI3BIBAIOTCS PEIIECCUBHBIMU AJUICISIMU CLETITICHHBIX C
[I0JIOM T€HOB, rOpa3/io Yaile O0ICIOT MY>KUMHBI, a )KEHIIUHbI YaCTO SBJISIOTCS
HOCHUTEISIMU TaKUX aJUIEIIEH.
Takux npr3HaKoB 15 yesioBeka onucano okoso 200. 9TO: A) nanbToHNU3M- HE
pa3nueHue KpacHOIo U 3eJIEHOro IBETOB b) remoduiusi- HeCBEpThIBAEMOCTh KPOBH
B) orcyTcTBHE moTOBBIX keine3 ') rumnoriazus- MICTOHYEHUE IMau 3y00B.
Ecnu ren cuemnien ¢ X-xp., TO OH MOYKET MEPEIaBaThCs OT OTLA TOIBKO JOYEPSIM, a OT
MaTepy B PaBHOM CTENEHU MEXIY AOYEPSIMU U CBIHOBBIMH. [ €HBI, paClOI0KEHHBIE B
Y XpoMoOcOMe HACIEAYIOTCS CHEIVIEHO C Y-XpOMOCOMOW. Takux reHoB ONUCaHo 6:
A) UXTHO3- Yelrysl Ha koxke b) runeprpuxos- BoJIOCH Ha YIIHOUW pakoBuHE B)
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IEPETNOHKAa MEXly NayibliaMu HOT. Eciu TeH cuerie ¢ Y-xp., OH MOXET
HepeiaBaThCs TOJBKO OT OTIA K ChIHY, TOJIBKO MY>KUMHaM.

6. IlonsiTHE 0 HAC/IEIOBAHUY, OTPAHUYECHHOM I10JIOM M KOHTPOJIHUPYEMbIM

MOJIOM.
HacnenoBanue — 310 mpouecce peajin3aiy HaclIeICTBEHHOCTH.
HacnenoBanue orpaHnYeHHOE MOJIOM - HACJIEIOBAaHUE IPU3HAKOB, MPOSBISIOIIUXCS
TOJILKO y 0c00€ei OHOIO 10Jja, HO HE ONPEAEIeMbIX TeHaMU, HaXOAIIUMHUCS B
MOJIOBBIX XpOMOCOMaxX
['eHBI OrpaHUYEHHBIE IT0JIOM — I'€HbI, UMEIOIKECS B KAPUOTHUIIE 0OOUX MOJIOB, HO
HPOSIBIISIFOIIMECS TPEUMYILECTBEHHO JIUILb Yy OJHOTO M0JIa. DTU T€Hbl MOTYT OBbITh HE
CUEIUIEHBI C TOJIOBBIMU XPOMOCOMAaMHU U JIOKAJIU30BaHbI B JTH000I ayTOCOMHOM
XpOMOCOME.
Pa3znuunble aHaToMUYeCKHUE U (PU3HOIOTUYECKHUE YEPThI, IPUCYILHE )KEHCKOMY MOy,
TaKue, HallpuMep Kak MIUpPUHA Ta3a WIK BO3PACT Havyalla MEHCTPYalliH,
KOHTPOJUPYIOTCS T€HAMU, MOIy4aeMbIMHU OT 00oux ponuteneit. Takue cyryoo
MY’KCKHE YEPTBI, KAK XapakTep pOCTa BOJIOC HA JIMIIE U KOJUYECTBO U
pacnpezesieHue BOJIOCSHOIO IIOKPOBa Ha TEJe TaKKe KOHTPOIMPYIOTCS T€HaMH,
o0muMu U1t 000X MOJIOB. 31ECH CIAEAYET NOAYEPKHYTh, YTO OTPAHUYEHHOCTb
IIOJIOM — HE TO XK€ CaMo€, YTO CLEIIEHUE ¢ NojaoM. [locaenHuii TepMuH Kacaercs
JIOKaJIM3al[MU TE€HOB B MOJIOBBIX XPOMOCOMAaX; MEPBbIA TEPMUH — MIPOSBIECHUS F€HOB
TOJIBKO Y OJTHOTO M3 JABYX IOJIOB.
IIpu3HaKyu, KOHTPOJIUPYEMBIE TIOJIOM. | €HbI TAaHHBIX IPU3HAKOB PACIOJIOKEHBI B
ayTOCOMAax, HO Ha UX MPOSIBICHHUE BIUSET MOJIOBAas XpPOMOCOMA.
OrpaHnyeHHOE TI0JIOM HACIEA0BAHHE MPEACTABISIET COOOM KpallHUI mpuMep
KOHTPOJIMPYEMOCTH NOJI0M. Eciiu reHoTUI nposBiisieTcst y 000UX MOJI0B, HO I0-
pPa3HOMY, IPUHATO TOBOPUTH O MPOSIBICHUH I€Ha, KOHTPOJIUPYEMOTO (3aBUCUMOTO)
IOJIOM, WJTA MOIU(DHITPYEMOTO TTOJIOM.
KonTponupyemas mojaoM JOMHUHAHTHOCTb, I10-BUUMOMY, JIEKUT B OCHOBE Xapakrepa
oOnbicenust. 3yuenue 3Toi 4epThl NPeCTaBISAET CYyLIECTBEHHbIE TPYTHOCTH B CBA3U
C TeM, 4TO ()eHOTHUN OOJIBICEHHSI pa3IU4HO MposiBisieTcsa. OOIbICEHNE MOXKET OBITh
CJ1a0BIM WJIM TTOJIHBIM, JIBICHHA MOXET JIOKAJIN30BaThCsl IO-Pa3HOMY, IPOSIBIISTHCS B
paHHEM WJIM MOXKUIOM BO3pacTe, MHOIJA OOIBICEHHE CBSI3aHO C HAPYIIEHHEM
(YHKIMH IIUTOBUIHOMN JKeIe3bl I TOCIEACTBUSIMA UH(EKITMOHHBIX Oone3Heil. Y
OOJBIIMHCTBA — HACJIEJACTBEHHAsI 3THOJOTUs. [IprU3HaK MOXKET MPOSABIATHCS Yy 000MX
MOJIOB, HO YaIlle U BbIPAXKEHHEE MPOSIBISATHCS Y MYKUHKH.
7. l'onanapudeckoe Hacjienopanue. [lpumepsl y yesioBeka.

OT0 HaclleNOBaHUE MPU3HAKA, KOHTPOJIUPYEMOIO I'€HOM, JIOKAJIN30BAHHBIM B
HETOMOJIOTMYHOU YaCTH Y-XPOMOCOMBI.
IIpumepbI NPU3HAKOB: TUIEPTPUXO3 YIIHBIX PAKOBUH, U30BITOYHBIN POCT BOJIOC HA
cpenHuX (hajaHrax najbleB KUCTEH, a300CIEPMUS.

8. CuenieHue reHoB (IoJiHOe, HemoIHOE). [ pynnbl cuenJieHus y pasHbIx

0M0JIOrnYeCcKHX BH/I0B.

CueruieHre reHOB — T€Hbl HaXOIATCsl B OAHOW XPOMOCOME.
['pynna cuensieHus - COBOKyIHOCTh T€HOB, JTOKAJIM30BAHHBIX B OJJHON XpOMOCOME.
[TonHOE cueneHne — pa3HOBUIHOCTh CUEIIIEHHOTO I0JI1a, TP KOTOPOM I'E€HBI
aHAJIM3UPYEMbIX TPU3HAKOB PACMOiararTcs OJU3KO IPYT K JIpyry
HenonHoe cuemnenne — 3To CUEIUIEHHE, IPU KOTOPOM aHAJIM3UPYEMOE CKpPEIIMBAHNE
reTepO3UroTHOTO OpraHM3Ma Mo ABYM MPU3HAKAM C PELIECCUBHON (hOPMOiL, MBI

nojrydyaem He JBa (heHoTuna, a yetsipe. Kpoccunrosep npoucxonur B rpodase I
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Mei03a BO BpeMsI KOHBIOTAIIMH TOMOJIOTHYHBIX XPOMOCOM. YJIBOCHUE XPOMOCOM K
ATOMY BPEMEHH 3aBEPIIACTCS, U KaKJ1as mapa UX OKa3bIBAETCSI MPEICTABICHOM
YEeThIPbMS XpoMaTuaMu. B maxuHeMe npoucxoauT UX TECHOE NepeIyieTeHue, Mpu
ATOM BO3MOXKHBI Pa3pbiB U 00bEIMHECHUE XPOMATH] B HOBbIE KOMOMHAIIUU. Tak Kak
00OMEH IPOUCXOTUT MEKTy YUaCTKaMU XPOMATHU/I, TO KOJTUYECTBO KPOCCOBEPHBIX
ramet He npesbiaet 50%. B penkux ciydasx oOMeH HaOMI0qaeTcst MEKIy BCEMU
YETBIPbMS XPOMaTHIaMHU, TIPUBOS K 00pa30BaHHIO YETHIPEX PEKOMOMHAHTHBIX
XPOMOCOM.
9. buosiornueckoe 3Ha4YeHUE KPOCCUHIOBEPA.

Kpoccunrosep 3To nporiecc oOMeHa OJJMHAKOBBIMH Y4aCTKaAMHU MEXKTY
TOMOJIOTUYHBIMU XpOMOcOMaMHt. B pe3ynbrare KpoCCUHTOBepa BOSHUKAIOT HOBBIC
KOMOMHAIIMK T€HOB B TOMOJIOTUYHBIX XpoMocoMax. ['eHeTnueckue peKoMOuHaIUU
MPUBOIAT K (DOPMUPOBAHUIO B TAMETOTCHE3€ PA3IMYHBIX TUIIOB TaMET: OJHU TaMEThI
C XpOMOCOMaMHU, KOTOphIE HE TTOJIBEPrajiiCh KPOCCUHIOBEPY (HEKPOCCOBEPHBIE
raMeThl), IpyTue raMeThl C XpOMOCOMaMHU, KOTOPbI€ Y4aCTBOBAJIM B KPOCCUHIOBEPE
(KpOCCOBEpHBIE TAMETHI).
brnarogaps clieryieHHOMY HacJae0BaHUIO YIauyHbIE COYETAHMS ajliesield OKa3bIBAIOTCS
OTHOCHUTEIBHO YCTOMYMBBIMU. B pe3ynbrare 00pa3yroTcs rpyIibl TeHOB, KaXKaas U3
KOTOPBIX (DYHKITMOHUPYET KaK €UHBIN cynepeeH, KOHTPOIUPYIOIMIHN HECKOIBKO
MPU3HAKOB. B TO k€ Bpemsi, B X0/1€ KPOCCHHIOBEPa BOZHUKAIOT PEKOMOMHAIIUH — T.€.
HOBBIC KOMOMHaIMu aieneil. Takum o0pa3oM, KpOCCHUHTOBED MOBHIIIACT
KOMOMHATHUBHYIO H3MEHUUBOCTh OPTaHU3MOB.
OTO 03HAYaET, YTo...
a) B XOJI€ €CTECTBEHHOTO 0TOOPa B OMHUX XPOMOCOMAX MTPOUCXOIUT HAKOTUICHHE
«TIOJIE3HBIX)» aJiieiel (M HOCUTENIU TaKUX XPOMOCOM MOJy4atoT MPEUMYILECTBO B
O0opb0e 3a CyIIeCTBOBAHHUE), a B IPYTUX XPOMOCOMaX CKaIlJIMBAIOTCS HEXKeJlaTeIbHbIe
ajuieNu (U HOCUTENIH TaKUX XPOMOCOM BBIOBIBAIOT U3 UTPHI — SITUMUHUPYIOTCS U3
TIOMYJISIIIAMN )
0) B X0J1e€ UCKYCCTBEHHOI'0 0TOOpAa B OJHUX XPOMOCOMAaX HAKAIUIMBAIOTCS aJlIe/IH
XO035IUCTBEHHO-1IICHHBIX MPU3HAKOB (M HOCUTEIIU TAKUX XPOMOCOM COXPaHSIOTCS
CEJIEKITMOHEPOM), a B IPYTHUX XPOMOCOMAaX CKaIlJIMBAIOTCS HEXKeJaTeIbHbIC ajuienu (1
HOCHUTEJI TAKUX XPOMOCOM BBIOPAKOBBIBAIOTCS).

10. OcHOBHBIE 0JIOKEHHSI XPOMOCOMHOM TEOPUHU HACJIEICTBEHHOCTH.
OCHOBHBIE MMOJIOKEHUSA €€ CIEAYIOIINE:
1. I'eHsbl JIOKaIU3yIOTCA B XpOMOCOME B JINHEHHOW MOCIEA0BATENLHOCTH. KaXKabIii
T'eH 3aHUMAaET ONpPe/IeIEHHOE MECTO — JIOKYC.
2. 'eHsl, JIOKaTM30BaHHBIC B OJHON XpOMOCOME, HACIEAYIOTCSI COBMECTHO, 00pa3ys
rpyIiy cuerienus. Yuceno rpynn cuersieHusi paBHO rarjiougHoOMy Habopy
XPOMOCOM.
3. Cuna cuenjaeHus TeHOB B XpOMOCOME 3aBUCUT OT PACCTOSHUS MEXIY HUMH. Uem
OJIKE PacIoNIOKEHBI T€HBI APYT K APYTY, TEM CHIIbHEE CUjla UX CICTUICHUS.
4. CuerieHre TeHOB MOXET HAPYIIAThCs MPOLIECCOM KPOCCHUHTOBEPA, B PE3YJIbTATE
KOTOPOTO 00pa3yroTcsi peKOMOMHAHTHBIE XPOMOCOMBI. YUeM CUiIbHEE CIICTUICHBI TEHBI,
TE€M MEHbIIIE BeJTMYHNHA KPOCCUHTOBEPA.
5. CuernieHre reHOB U UX PeKOMOUHAIIUS B PE3YJIbTaTe KPOCCUHTOBEPA — ATO
3aKOHOMEPHBIE OMOJIOTHYCCKHUE SIBICHUSI, B KOTOPBIX BBIPAXKAETCS €IMHCTBO
HACJIEJICTBEHHOCTH M M3MEHYMBOCTH KaK CBOMCTBO KHBOTO.
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11. IlpuHOMIIBI IOCTPOEHHA reHeTHYeCcKuX KapT. KapTupoBanue xpomocom
YeJIOBEKA U ero 3Ha4YeHue.

I'enemuueckas kapma — 3T0 OTPE30K MPSAMOM, HA KOTOPOM 0003HAYEH MOPSAIOK
B3aMMHOI'0 PACIIOJIIOKEHUS IT€HOB U PACCTOSTHUE MEKy HUMH, KOTOPOE U3MEPSIETCA B
MOPraHUax, Wiu B MPOLUEHTAX KPOCCUHTOBEPA.
Pu3n4eCcKU METO MoCcTpoeHus. [Ipu moMomm MEKTPOHHOTO MUKPOCKOIIA WIIH TIPU
HEKOTOPBIX BUAX JIEKTPOodope3a ONpeaessitoT MEKIT€HHOE PacCTOSHUE.
I'enetnueckuii Meros. OnpenenstoT 4acToTy peKOMOMHAIIUY T€HOB, HA OCHOBE Yero
CTPOST F'€HETUYECKYIO KapTy.
3nauenue kapmupoearus — NPEJOTBPALLEHUE U JICUEHUE HACJIEICTBEHHBIX
3a00JIeBaHUI M YCKOPEHHUSI U3yUEHUSI MOJIEKYJISIPHBIX MEXaHU3MOB, KOTOPBIE JIEXKAT B
OCHOBE OTKJIOHEHUW OT HOPMBbI (HAPYILICHHUI).
CymiecTBoBaHUE KpoCcCHHTOBEpa noOynuiio Moprana pa3zpaborats B 1911-1914 rr.
NPUHLHAII IOCTPOCHUS TEHETUYECKUX KapT XpOMOCOM. B OCHOBY 3TOro mpuHUHMNa
IIOJIOKEHO NPEJCTABICHUE O PACIIONIOKEHNN I€HOB 110 JJIMHE XPOMOCOMBI B
JMHENHOM MOPSAKE. 3a €AMHUILY PACCTOSHUS MEXKy IByMsSI TeHAMM YCIOBHIHCH
npuHUMaTh 1 % nepekpecra Mex1y HUMH.
JlomycTuM, 4TO K OAHOM Ipynne CUEINICHHUs] OTHOCITCSA reHbl A 1 B. Mexny Humn
obnapyxeH nepekpect B 10 %. CienoBarenbHo, TeHbI A 1 B HaxoasaTcs Ha
pacctostHuu 10 equuwmil.

12. IloHsiTHE 0 HUTOMJIAZMATHYECCKOM HACJIEACTBEHHOCTH.
[{uTonnazmarnyeckoi HaclIeICTBEHHOCTh —HACJIEICTBEHHOCTh, 00€CTIEUNBAIOIIASICS
HACJIeICTBEHHON MH(pOpMalKeil, 3aKI04EHHON He B AJIpe, a B IPYTUX OPraHOuJax U
UTOIUIa3Me. 3HAYEHHE €r0 COCTOUT B Mepeaade HEKOTOPBIX MPU3HAKOB 0€3
IIOCPEACTBA AAEPHBIX XPOMOCOM

13. IlnazMoreHbI MUTOXOHAPHHA M XJI0POILIACTOB, IVIA3MHU/bI, JNIMCOMBI M UX
POJIb B HUTOIVIA3MATHYECKON HACJIEACTBEHHOCTH.

[Tma3smMupl— UPOKO PaCHPOCTPAHEHHBIE B KIIETKE BHEXPOMOCOMHBIE
TEHETUYECKHUE DIIEMEHTBI, KOTOPBIE MOTYT CAMOCTOSITENIBHO CYIIECTBOBATh U
Pa3MHOXKaTbCsl aBTOHOMHO OT XpomocomHou JITHK.

ONHUCOMBI — 3TO IIa3MUbl, KOTOPBIE PEIUIMLUPYIOTCS HE aBTOHOMHO, a B
cocraBe xpomocoMHoi JITHK, B KOTOpyr0 OHM BKJIIOYAIOTCA B ONIPEACIICHHbBIC
MOMEHTHI.
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B npokaprnoTryeckoil KJIeTKe UMEITCS MJIa3MH/Ibl, KOTOPBIE OTBEYAIOT 32
CIOCOOHOCTh OaKkTepuil K KOHBIOTAIIMU U 32 YCTOMYUBOCTh K HEKOTOPBIM
JIEKaPCTBEHHBIM CPEJCTBAM.
B sykapnoTnueckoi KieTke Iia3Mubl MPeACTaBICHbl MUTOXOHAPHUAMHU, TUIACTHIAMHA
U HYKJICOTUAHBIMU MOCIIEA0BATENHHOCTIIMHU.
I'enernuecknii Marepuai masMuz coaepxxurcs B marpukce u ux JJHK He cBsizana ¢
TMCTOHOBBIMU O€JIKaMHU.

[11a3MOH — 3TO COBOKYITHOCTh T€HOB, PACIIOJIOXKEHHBIX B IUTOIIa3MaTHYECKON
monekyne JJHK .
HacnenctBeHHOCTH LMTOMIa3MaTyecKas (BHEsIEpHasi, HEXPOMOCOMHaA,
I1a3MaTHyecKas ), IpeeMCTBEHHOCTh MaTepUaIbHbIX CTPYKTYP U (PYHKIIMOHAIbHBIX
CBOICTB OpraHu3Ma, KOTOpbIE ONPEAEISIIOTCS U IEpearoTcs (aKTOpaMH,
PacCIOJIOKEHHBIMU B LIUTOILIA3ME.
CoOBOKYITHOCTB 3THX (DAKTOPOB - MJIA3MAare€HOB, WJIK BHESIIEPHBIX T€HOB, COCTABIISAET
IJ1a3MOH (MOA00HO TOMY, KaK COBOKYITHOCTb XPOMOCOMHBIX '€HOB - T€HOM).
[Ina3MareHsl HAXOASTCS B CAMOBOCIIPOU3BOIAILINXCS] OPraHesIax KIETKH -
MUTOXOHJPUSX U MJIACTUAAX (B TOM YHUCIIE XJIOPOIUIACTAX U JIp.). YKa3aHUEM Ha
CYILLIECTBOBAHHE IUTOILUIA3MATHUYECKON HACJIEICTBEHHOCTH CITyKaT, IPEkKE BCETO,
HaOII0/1aeMbl€ TP CKPEUIMBAHUIX OTKJIIOHEHHS OT pacIleNIeHUI MPU3HAKOB,
OKUJJAEMBIX HAa OCHOBE 3aKOHOB MeHniens. LluTonnazmMarnyeckue 371€MeHThI,
HECYIIHE IJIa3MareHbl, pacUIeIUISIOTCS MO IOYEPHUM KIIETKaM OeCIOpsII0YHO, a HE
3aKOHOMEPHO, KaK I€Hbl, JOKAJIM30BaHHbIE B XpoMocomax. [1na3marens! nepenarorcs
IJIaBHBIM 00pa3oM uepes3 KEHCKYIO MOJIOBYIO KIETKY (SIMIEKIETKY ), TaK KaKk My>KcKast
MOJIOBAs KJIETKA (CIIEPMHUil) MOYTH HE COIEPKUT UTOIIA3MbI (UTO, OTHAKO, HE
UCKJIIOUaeT Mepeaadr Maa3MareHoB uepe3 MyKckue ramersl). [loatomy uzyuenue
UTOIIA3MATUYECKOIM HACIIEICTBEHHOCTH BEAETCS C UCIIOJIBb30BAHUEM CIEIIMATbHBIX
CXEM CKpEILIMBaHUs, TPU KOTOPBIX JAHHBII OPraHu3M (WK FpyIIa) UCHOIb3YETCS U
KaK MaTepUHCKas, U KaK OTIIOBCKas popma (PEIUIIPOKHOE CKPEIIMBAHUE).

14. I'enHasi MHKEHEPUS U €€ 3HAYEHHUe ISl IPUPOALI M 001IeCTBA.
I'ennast uHKeHepHUs (TeHETHYECKAs! HHKEHEPHsI) — COBOKYITHOCTb METOJIOB U
TEXHOJIOTUH, B TOM YHCJIE€ TEXHOJIOTHH MOTy4YeHUs1 PEKOMOUHAHTHBIX
PUOOHYKIIENHOBBIX U J€30KCUPUOOHYKIIEUHOBBIX KUCIIOT, IO BBIJIEICHUIO T€HOB U3
OpraHu3Ma, OCYIECTBICHNIO MAHUIYJISILIUI C TEHAMU U BBEJICHUIO UX B JPyTrHe
opra"usmsl [1].

['enHas uHXeHepus — COCTaBHAsA YaCTh COBPEMEHHOW OMOTEXHOJOTHH,
TEOPETUYECKON OCHOBOM €€ SIBISETCA MOJIEKYIsIpHast Onosiorusi, renetuka. CyTh
HOBOW TEXHOJIOTHH 3aKJIKOYAETCS O HAIIPABJICHHOM, I10 3apaHee 3aJaHHON ITporpamme
KOHCTPYUPOBAHUU MOJIEKYJISIPHBIX T€HETUYECKUX CUCTEM BHE Opranusma (in vitro) c
MTOCIEAYOIIMM BHEAPEHUEM CO3aHHBIX KOHCTPYKIIUHM B )KUBOW OpraHusM. B
pe3yapTare JOCTUIaeTCsl MX BKIOYEHHE U AKTUBHOCTh B JAHHOM OPTraHU3ME H y €70
OTOMCTBA.

Bo03MOXXHOCTH TreHHOW WHKEHEPUH — TeHeTHYeCcKas TpaHchopMalus, mepeHoc
Yy>KEPOAHBIX T€HOB U APYTMX MaTEPHUAIBHBIX HOCUTEJIEH HACIIEICTBEHHOCTH B
KJIETKH PACTEHUH, )KUBOTHBIX U MUKPOOPTaHU3MOB, MOJIy4YeHHE N'€HHO-UHKEHEPHO-
MOIU(UIIUPOBAHHBIX (T€HETHUECKH MOAU(DUIIMPOBAHHBIX, TPAHCTCHHBIX )
OpPraHU3MOB C HOBBIMU YHUKAQJIbHBIMU T€HETHUECKUMH, OMOXUMHUYECKUMHU U
(U3HOTOrHYeCKUMH CBOMCTBAMU U MPU3HAKAMU, AEJIAal0T 3TO HANpPaBIECHUE
CTPAaTEru4eCKHUM.
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C TOYKM 3peHMs] METOJJOJIOTUY T€HHAs! MH)KEHEPHsI COUeTaeT B ceOe
(dyH1laMeHTaJIbHbIE TPUHIIUIBI (T€HETHKA, KIETOUHAsI TEOPUS, MOJIEKY s pHas
Ouonorusi, cucTeMHasi OMOJIOTHs ), TOCTHKEHHUSI CAMBIX COBPEMEHHBIX MOCTT€HOMHBIX
HayK: TeHOMHUKH, METa00JIOMUKH, IPOTEOMUKH C PEAIbHBIMU JIOCTHKEHUSMHU B
NPUKJIaJHBIX HAPABIEHUSAX: OMOMEIUIIMHA, arpOOUOTEXHOIOT S, OMOIHEPTeTHKA,
o6unodapmaxonorus, OMOMHAYCTPHS U T.1.

['ennas uHXEHEPUS OTHOCUTCS (HapsLy ¢ OMOTEXHOJIOTHEH, TEHETUKOM,
MOJICKYJISIPHOM OMOJIOTHEN, U PSIZIOM JPYTUX HAYK O KU3HHU) K chepe €CTeCTBEHHBIX
HayK.
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12 Ttema
1. AlJiesibHBIE M HeaJUleJIbHbIE TeHbI (OIpee/ieHust).
AnuenbHbIE T€HBI — FEHBI, PACIIOIOKEHHBIE B OJJMHAKOBBIX YYaCTKaX TOMOJIOTMYHBIX
XpPOMOCOM Y KOHTPOJIMPYIOLIME PAa3BUTHE BAPUALIMI OJHOTO IIPU3HAKA.
HeayutenbHbIe Te€HBI — T€HBI, PACIIONIOKEHHBIE B PA3HBIX YYACTKAX XPOMOCOM U
KOHTPOJIMPYIOLIUE PA3BUTHE PA3HBIX IPU3HAKOB
2. IlonsiTue 0 1elCTBUM I'€HOB.

I'en — yuacrok monexyinsl JIHK wim PHK, kogupyromuit nociaenoBareabHOCTh
Hykiieotn10B B TPHK u pPHK wnu nocnenosarebHOCTh aMUHOKHUCIIOT B
HOJINIENTUAE.
XapaKTEPUCTUKU IEUCTBUS T€HOB:

1. TeH muckpereH

2. Ten cenuduyeH — KaX/IbIi 'eH OTBEYAET 32 CHHTE3 CTPOIO OIPEICICHHOIO
BEILECTBA
I'en nmeiicTByeT rpagyajibHO
[InerioTponHOE AECTBHE — | T€H NEUCTBYET Ha N3MEHEHHE WIH NPOSBICHHUE
HecKkobkuX mpusHakoB (1910 Ilnare) dhenunkeronypusi, cuaapom Mapdana

5. TlonmumepHoe neicTBHE — I SKCIIPECCUBHOCTHU MPU3HAKA HY)KHO HECKOJIBKO

redoB (1908 Hunbcon-Orne)
6. T'eHbI B3aMMOJIEHCTBYIOT MEXTy OO0 Yepe3 OCTKOBBIC TPOITYKTHI,
JNETEPMUHUPOBAHHBIEC MU

/. Ha nposiBleHre TeHOB OKa3bIBAIOT BIUSHUE PAKTOPHI CPEIIBI

3. IlepeunciuTe THIILI B3AaUMOACHCTBUA MEKAY AJVICJIbHBIMU H HeaJlJIeJIbHBIMH
reHaMHu.

il

Mexny aienbHbIMU:

e [lonHOE TOMUHUPOBAHHUE

* HenomHoe nomuHupoBaHue

* KomomuHupoBaHue

*  CBepXJIOMUHUPOBAHHE
Mexny HeasuiebHbIMU: (IPU3HAK WJIM CBOMCTBA JETEPMUHHUPYIOTCS ABYMS UJIU
0oJsiee HeauIeIbHBIMU T'€HaMU, KOTOPbIE€ B3aUMOJIEHCTBYIOT MEX 1y co00i. XOoTd U
3/1€Ch B3aUMOJIEMCTBHE YCIOBHO, IOTOMY YTO B3aUMOJEUCTBYIOT HE T'€HBI, a
KOHTPOJINPYEMBIE UMHU IPOAYKTHIL. IIpr 3TOM MMEET MECTO OTKIOHEHHE OT
MEH/IEJIEEBCKUX 3aKOHOMEPHOCTEHN paCILIETIIICHU).

¢ KoMIUIMMEHTapHOCTH

e DOnwucras

e Ilomumepus

4. CymHoCTb NOJTHOTO JoMuHMpoBaHus. [Ipumepsl.
ITostHOE OMUHHUPOBAHUE — THII B3aUMOJICHCTBHS AJIEIBHBIX T€HOB, ITIPU KOTOPOM
JOMUHAHTHBIN TeH (A) MOJHOCTBIO MOAABIISET JEHCTBUE PELECCUBHOIO I'eHa (a)
(BECHYIIKH)
5. HenostHoe nomunuposanue. [lpumepsl.

Henonnoe noMuHMpOBaHUE — TUI B3aUMOJIEVCTBUS AJUIEIBHBIX T'€HOB, IIPU
KOTOPOM JIOMHHAHTHBIN aJUIEIb HE IMOJHOCTHIO NOJABIIAET IEVCTBUE PELIECCUBHOTO
annenst, GopMUpys IPU3HAK C TPOMEKYTOUHOM CTENEHBIO BBIPOKICHHOCTH (LIBET
a3, popmMa Boj0C)
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6. CBepx10MHHHMPOBaHME KAK OCHOBA rerepo3uca. [lpumepsl.
CBepXJOMUHHUPOBAHUE — TUI B3aUMOJICUCTBHSI AJIJIENbHBIX TE€HOB, IPU
KOTOPOM T'€H, HaXOSIIHICS B T€TEPO3UTOTHOM COCTOSHUH UMEET OOoJIbIIee
(peHOTUITYECKOE TPOSIBIICHNE IPU3HAKA, YEM TOMO3UTOTHBIM.
CeprioBUIHO-KJIETOUHASI aHEMUS. A — reMOrIOOUHA, a — reMorioouHS. AA — 100%
HOPMaJIbHBIE 3PUTPOLIMTHI, OOJbIIIE MMOABEPKEHBI Masgpun; aa — 100%
MyTUpOBaHHbIE (YyMHPatOT), Aa — 50% MyTHpPOBaHHBIX, IPAKTUYECKHU HE
NOJBEPKEHBI MAJISIPUU T.K. YXKE MOPAKESHBI
7. KonomuHupoBaHue u ero cymHoctb. IIpumepsl.
KomomMuHMpoBaHKEe — TUN B3aUMOACHCTBUS aJUIEIbHBIX T€HOB, IIPU KOTOPOM B
JE€TePMUHALIMY TTPU3HAKA YYACTBYIOT HECKOJIBKO aJlJIeiel reHa U MPOUCXOJIUT
dopmupoBaHue HOBOTO npu3Haka. ONKH ajeIbHBIN TeH JOMOTHSIET IeHCTBUE
JAPYyToro ajieIbHOro I'eHa, HOBBIM MPU3HAK OTINYAETCS OT POAUTENBCKUX (TPYIIIbI
kpoBu ABO).
8. Teopusi MHOKeCTBEeHHBIX aJjuieneil. HacienoBanue rpynn KpoBM CHCTEMBbI
ABO.
_ HMuoraa k yncny annenbHbIX MOXKET OTHOCUTBHCA HE J1Ba, a OoJbliiee
L gpeno resos. Onu MOJIYYMJIN HAa3BaHWE MHOKECTBEHHBIX AJIJIEIEH.
O BO3HMKaIOT MHO)KECTBEHHBIE AJUJIENINA B PE3YJIBTATE
40/ \% ' MHOTOKpPaTHOTO MyTHPOBAHHS OJHOTO U TOTO K€ JIOKyCa B

xpomocoMme. Tak, KpoMe OCHOBHBIX JIOMUHAHTHOTO U

TL A 1“5 ﬁ PCOCCCUBHOIO aJVICJIIBHBIX I'CHOB, MCIKIY HUMHU BO3HUKAIOT
W IMPOMECKYTOUYHBIC, KOTOPELIC 110 OTHOICHUIO K JOMUHAHTHOMY

—_—

BEJIyT Ce0s1 KaK pPEIlECCUBHBIE, a O OTHOIICHUIO K PEIIECCUBHOMY - KaK
JIOMUHAHTHBIE T€HBI.

9. ITonsiTHE 0 KOMILJIEMEHTAPHOM B3auMojeiicTBHU reHoB. [Ipumepsl.
KommiuMeHTapHOCTh — TUI B3aUMOJIEUCTBUS HEANICbHBIX T€HOB, IPH KOTOPOM 2
HEAJJIEIbHBIX T€HA, HAXOASAUIMXCSI OHOBPEMEHHO B T'€HOTHUIIE, JOTIOJIHSIOT AEHCTBHE
JPYT Apyra, 4TO IPUBOAUT K 00pa30BaHUIO HOBOTO MPHU3HAKA, OTCYTCTBYIOIIETO Y
POIAUTENHCKUX (HOPM.

[Ipudem COOTBETCTBEHHBIN NMPU3HAK PA3BUBACTCS TOJIBKO B MPUCYTCTBUU 000UX
HeaJlJIeIbHUX TeHOB. Hanmpumep, cepa okpacka MepCcTH y MBIIIEH KOHTPOIUPYETCS
nByMms reHamu (A u B). I'en A neTepMUHHpYET CUHTE3 MTUTMEHTA, OTHAKO KaK
roMo3uroTsl (AA), Tak U reTepo3uroTsl (Aa) - ansouHoCk. [pyroii ren B
obecrneurBaeT CKOTUICHUS MUTMEHTA MPEUMYIIIECTBEHHO Y OCHOBAaHMS M HAa KOHYMKAX
Bosioc. CkpemuBanus quretepo3urot (AaBb x AaBb) npuBoaut k pacuienieHuto
rudpu0B B cooTHOMEeHUH 9:3:4. YncnoBbIe COOTHOIIEHUS MTPU KOMITJIEMEHTAPHOM
B3aUMOJICHCTBUM MOTYT OBITH Kak 9:7; 9:6:1 (BUIOM3MEHEHUE MEHIETUBCKOTO
pacuerienust). [[pumepoM KOMITJIEMEHTapHOTO B3aUMOJICHCTBUS TEHOB Y UellOBEKa
MOKET OBITh CHHTE3 3alIUTHOTO Oenka - narepdepona. Ero oOpazoBanue B
OpraHu3Me CBSI3aHO C KOMIUIEMEHTAPHBIM B3aUMOJICHCTBUEM JBYX HEAIETbHUX
T€HOB, PACTIOJIOKEHHBIX B Pa3HBIX XPOMOCOMAX.

10. Dnucrarnyeckoe B3anMoaecTeue reHos. Ilpumepsl.
DOnucTa3 — TUI B3aUMOJIEHCTBUS HeaJlJIEIbHBIX T€HOB, ITPHU KOTOPOM I'€H U3 OJTHOMN
aJUIeNIbHOM Mapbl MOABIISIET ACHCTBUE HEANIEIbHOTO TeHa U3 IPYTOM Maphl.
[TopaBisArOmKM TeH — 3MUCTATUYECKUI
IlomaBisieMbIl I'e€H — THIIOCTAaTUYECKUU
VYruereHne MOryT BbI3bIBATh KaK IOMUHAHTHbBIC, TaK U PeIleCCUBHBIE TeHbl (A> B, a>

B, B> A, B> A), 1 B 3aBUCUMOCTH OT 3TOTO Pa3THUYAIOT INUCMA3 OOMUHAHIMHBLU U
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peyeccugnbiii. [101aBIAOMNNA M'eH MOTy4Yn HA3BaHHE HHTMOMTOPA WIH Cylpeccopa.
['eHBI-UHTUOUTOPHI B OCHOBHOM HE JIETEPMUHUPYIOT PA3BUTHE OIMPEAEIEHHOTO
MpU3HAKa, a JHUIIb MOJABIISIIOT JEHCTBUE IPYTOro reHa. I'en, ad ekt koTOporo
NOJABJISAETCS, OJMYYHJI HA3BaHUE TMIOCTATHYHOTrO. [Ipu snrcrarnyHoM
B3aMMOJICHICTBUM I'eHOB paciierienue no penoruny B F2 cocrapnser 13:3; 12:3:1
unu 9:3:4 u np. Okpac mIoA0B THIKBBI, MACTh JIOIIAICH ONMPEIESIOTCS ’TUM TUIIOM
B3aUMOJICUCTBHUSL. Ecnu ren-cymnpeccop peneccuBHbIM, TO
BO3HUKAET KPUITOMePHUS (Fpey. XPUIITAJ - TAWHBIN, CKPBITHIH).
VY denoBeka TakUM MPUMEPOM MOXKET ObITh "bombeiickuii pernomen". B aTom ciydae
penkuit perieccuBHbIi amwiens "h" B romo3urornom coctosinuu (hh) mogasnsier
akTUBHOCTH reHa jB (onpenenstouuii B (I11) rpynny kpoBu cuctemsl ABO).
[Toatomy xeniuHa ¢ reHoTunoM jB_hh, penorunno umeer I rpymnmy xposu - 0 (1).

11. ITosmmepusi M ee poJib B AeTEPMUHANNH KOJINYECTBEHHBIX IPU3HAKOB.

AnauTuBHbIN 3¢ deKT.
[Tonumepus — B3aMMOZAEICTBUE HEAJUIEIBHBIX T€HOB, IPU KOTOPOM HECKOJIBKO
HeaJlJIeIbHbIX T€HOB OKa3bIBAIOT BIMSHUE HA POPMHUPOBAHHUE OTHOTO MPU3HAKA (1IBET
koxu). 1908 Hunbscon-Dre.
BaxxHast 0cOOEHHOCTh NOJIUMEPHH - CyMMaIUs AEMCTBUS HEAJUIEIbHUX T€HOB Ha
pPa3BUTHE KOJIMYECTBEHHBIX IPU3HAKOB. ECiIM TPM MOHOI€HHOM HACJIEI0BaHNN
IIpPU3HAKa BO3MOXKHBI TPU BapuaHTa "1no3" rena B reHorune: AA, Aa, aa, To npu
MOJINTEHHBIX KOJIMYECTBO X BO3pACTaeT J0 YeThipex u Oonee. Cymmarus "mo3"
HOJMMEPHBIX T€HOB 00ECUMBAET CYLIECTBOBAHUS HEMTPEPHIBHBIX PSJIOB
KOJIMYECTBEHHBIX U3MEHEHUH.
AnnutuBHBIN 3()(EKT - TUI B3aUMOJCHCTBHS allIeNIbHBIX T€HOB, P KOTOPOM
OTCYTCTBYET JOMHUHHPOBAHUE; FETEPO3UTOTHI 3aHUMAIOT ITPOMEKYTOYHOE 10
(heHOTUNHYECKOMY MPOSBICHUIO MOJIOKEHUE MEKy TOMO3UTOTAMH AJIbTEPHATUBHBIX
ajuienen
12. IlneiioTponHoe AeiicTtBre reHoB. [Ipumepsbl.

ILierioTponHoe JeiCTBUE M€HOB - 3TO 3aBUCUMOCTbh HECKOJIBKUX IPU3HAKOB OT
OTHOTO T€Ha, TO €CTh MHO)KECTBEHHOE JIEWCTBUE OJJHOTO TeHa. Y Ip0o30(uibl TeH
0esoro 1BeTa I1a3 OTHOBPEMEHHO BIMSET Ha IIBET Teja, JUIMHBI, KPbUIbEB, CTPOCHUE
MIOJIOBOTO aIMapaTa, CHIXKAET MJI0JJOBUTOCTh, YMEHBIIAET MPOAOIKUTEIbHOCTD
KU3HH. Y 4eJIOBEKA U3BECTHA HACJIEICTBEHHAs O0JIE3Hb - apaxHOMakTHiInA ("'maydbH
najblibl"'-04eHb TOHKHE M JIJTMHHBIC MaJbIlbl), WK 001e3Hb Mapdana. 'eH,
OTBEYAIOLUH 32 3Ty 00JI€3Hb, BBI3bIBAET HAPYIICHUE PA3BUTHUS COETUHUTEIbHON
TKaHU U OJTHOBPEMEHHO BIIMSIET HA PA3BUTHE HECKOJBKUX MPU3HAKOB: HapyIIEHNE
CTPOEHHMSI XPYCTAJIMKA 7133, aHOMAJIMH B CEPAEYHO-COCYIUCTOM CUCTEME.
[InefioTponiHOE IeHiCTBHE TeHA MOXKET ObITh NEPBUYHBIM U BTOpUYHBIM. [lpn
NePBUYHOM MJIeHi0TPONMH T€H IPOSBISIET CBOIl MHOXKECTBEHHBIH 3(D(PEKT.
Hanpumep, npu Oone3nu XapTHyna MyTalus TeHa IPUBOANUT K HAPYIICHUIO
BCAChIBaHUS aMUHOKHCIIOTHI TpUNITO(PaHa B KUIIEYHUKE U €r0 peabcopOuu B
MOYEYHBbIX KaHadbUax. [Ipu 3TOM nopaxaroTcst OAHOBPEMEHHO MEMOPAHBI
SNUTENNAIBHBIX KJIETOK KMIIEYHNKA U IIOYEYHBIX KAHAJIBLEB C PACCTPONCTBAMMU
MUIIEBAPUTEIIBHON U BBIICIUTEIBHON CUCTEM. IIpu BTOpUYHOI
IJIeOTPONUM €CTh OIMH NEPBUYHBIN (PEHOTUITHUIA TPOSBICHUE TeHa, BCIE 3a
KOTOPBIM Pa3BUBACTCS CTYIIEHYATHIN ITPOLIECC BTOPUYHBIX U3MEHEHUIN, TPUBOJALINX
K MHOXKECTBEHHBIM 3(ppexram. Tak, mpH ceproBUIHO KIETOUHOW aHEMUHU Y
TOMO3HTOT HAOII0IaeTCsl HECKOJIBKO MAaTOJIOTUYECKUX MPU3HAKOB: aHEMHUS,

YBEJIIMYEHHAsI CEJIE3EHKA, IOPAXKEHUE KOXKH, CEpALa, ToYeK U Mo3ra. [Toatomy
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TOMO3UTOTHI C TEHOM CEPIOBUIHO KJIETOUHON aHEMUU THOHYT, KaK MPaBUIIo, B

JIETCKOM BO3pacTe.

13. Ha3oBuTe OCHOBHBIE OMOMETPHYECKHE XapPaKTEePUCTHKHU, HCIIOJIb3yeMble MPH
reHeTUKO-MaTeMAaTH4YeCKOM aHAJIN3e KOJUYeCTBEHHBIX MPU3HAKOB.

buomMerpuyeckue 1aHHbIE MOXHO pa3/eIUTh Ha JIBa OCHOBHBIX Kjacca:

*  ®@u3nosioruvyeckne — OTHOCATCA K popme Tena. B kagecTBe mpumepa MOKHO
IIPUBECTH: OTIEYATKHU MAJIbLEB, pacrio3HaBanue nuua, JJHK, manons pyku,
ceTyaTka Iyasa, 3amax, rojoc.

* IloBeneH4yeckue — CBsI3aHBI C IOBEAEHUEM YesloBeKka. Harpumep, noxoaka u
peub. [Topoii ucnonb3yercs TepMUH aHI. behaviometrics AJig 3TOTO Kiacca
oromMerpuu.

14. IlonsiTHe 0 BapUaHTEe U BADUMALIMOHHOM psijie.
BapuanuoHHbIii psif - 3TO YUCIIOBbIE 3HAYEHUS NMPU3HAKA, PECTABICHHBIC B
PAHTOBOM MOPSJKE C COOTBETCTBYIOLUIMMHU ATUM 3HAYEHUSIM 4aCTOTaMHU.

OcHoBHbIE 0003HaYEHHS BAPUAITMOHHOTO psia
V — BapuaHTa, OTJIEIBbHOE YUCIOBOE BBIPAXKEHUE U3YYAaEMOT0 TPU3HAKA;
p — uvacrota ("Bec") BapuaHThl, YUCIIO €€ TOBTOPEHUI B BAPUALIMOHHOM PSIY;
n — oo1ee ynciao HabIoneHuH (T.e. CyMMa BCeX 4acToT, n = Xp);
Vmax u Vmin — kpaiiHue BapuaHThl, OTPAaHUYUBAIONINE BAPUAITMOHHBIN Pl
(JIMMUTHI pAsa);
A — amruTyza psaa (T.e. pa3HOCTh MEXKIy MaKCUMaJIbHOW U MUHUMAJIBHON
BapuaHTtamMu,A = Vmax — Vmin)
Bunp! Bapuanui:
a) MPOCTOM — 3TO pAJl, B KOTOPOM Ka)kJasi Baprara BCTPEYAaeTCs 10 OHOMY pasy
(p=1);
6) B3BEIIEHHBI — PsiJl, B KOTOPOM OT/AEJIbHbIE BApUAHThI BCTPEUAIOTCS
HEOJHOKPATHO (C pa3HOU YaCTOTOM).
Ha3naueHnune BapuanmoHHOr0 psijia: HEOOXOAUM JIJIsl OTIPEICIICHHS CpEHEN
BennunHbl (M) 1 KpuTepueB pazHO00pa3us NpU3HAKa, OJIEKAIET0 U3YYEHHIO (O,
Cv).
15 CymHocTb cpeaHeil apupMeTH4IeCKOl, CPeHero KBaApaTu4eckoro
OTKJIOHEHMS], IMCIIEPCUH M METOAbI UX pacyeTa.
Cpennss BeJqMuMHa — 3T0 00001at01Iasi XapaKTePUCTUKA pa3Mepa U3yuyaeMoro
npu3Haka. OHa MO3BOJISIET OJHUM YUCIIOM KOJMYECTBEHHO OXapaKTEepU30BaTh
Kau€CTBEHHO OJHOPOJHYIO COBOKYITHOCTb.
[Ipumenenue cpeAHUX BETUYNH
1.

* IS OLIEHKU COCTOSIHUA 310POBbsl — HaIpUMep, NapaMeTpoB (PU3NYECKOTO

pa3BUTHS (CPEOHUN POCT, CPEHSSL Macca Tella, CpelHee 3HAYCHUE )KU3HEHHOMN
€MKOCTH JIETKUX U JIp.), COMaTUYECKUX TOKa3aTeseil (CpelHuil ypoBeHb caxapa
B KpOBH, CpEJIHsIA BeJIMUMHAa Iyibca, cpeauss COD u ap.);

*  JUIA OIICHKHU OpTraHu3aluu padoThl JIeueOHO-MPOPHUIAKTUIECKUX U CAHUTAPHO-
IPOTUBOANUAEMUYECKUX YUPEKICHHM, a TAKKE JEATEIBHOCTH OTACIIBHBIX
Bpaueil u APyrux MEAUIMHCKUX PAOOTHUKOB (CPEAHSS JIIUTEIbHOCTh
npeObIBaHUs OOJIBHOTO HA KOWKE, CPEHEE YMCIIO MOCEIEeHnH Ha | 4 mpuema B
MOJIMKIIMHUKE U JIP.);

* IS OLIEHKU COCTOSIHUS OKPY>KaIOILEeH CPE/Ibl.

Meronuka pacuera npocToi cpeaHeit apudpMeTuieckoi

1. CymmupoBath BapuaHThl: V1+V2+V3+. . +Vn=2V,
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2. CymMy BapHWaHT pa3ieluTh Ha 001ee yncio HabmoneHuit: M =XV /n
MeTtoauka pacuera B3BEUIEHHOM cpeaHeil apudmeTrndeckon
1. TlomyuyuTth MpOU3BEACHNE KAXKIOW BApUAHTHI HA €€ 4acToTy — VP
2. Haiitu cymmy npousBeieHri BapuaHT Ha 4acToThl: VIpl + V2p2+ V3p3 +..+
Vnpn =2 Vp
3. Tlomy4eHHyIO CyMMy pa3ieinTh Ha o0mee yucio HabmoneHuii: M =X Vp /n

Cpennee KBajpaTH4YHOEe OTKJIOHEHHE OTPEIEIIsIeTCS Kak 0000Iaromas
XapaKTepUCTUKA pa3MEpPOB BapHallii PHU3HAKa B COBOKYIHOCTH. OHO paBHO
KBaJIpaTHOMY KOPHIO M3 CPEIHETO KBaJipaTra OTKJIOHEHUM OT/IEebHBIX 3HAYCHUM
IpU3HAKa OT CpeAHel apuPMETHUECKOM, T.€. KOPEHb U3 JUCTIEPCUH U MOXKET OBITh
HaliJIeHa TaK:

Cpennee kBagpaTH4HOe OTKJIOHEHHUE ONpeIeNsieTcs: Kak 00001maronas
XapaKTepUCTUKA pa3MEepOB BapHallii MpHU3HAKa B COBOKYIMHOCTH. OHO paBHO
KBa/IpaTHOMY KOPHIO U3 CPEIHEr0 KBaJipaTra OTKJIIOHEHUH OTAEJIbHBIX 3HAUCHHI
IpU3HaKa OT CpeAHENH apu(PMETHUECKOM, T.€. KOPEHb U3 TUCTIEPCUU U MOXKET OBITh
HalJieHa Tak:

1. /I mepBUYHOTO psAza:

o= Z ¥ = ;)2

Iy

2. Jly1s1 BapyUaIMOHHOIO psja:

G Z(’Tz‘ _— n,
S

[TpeobpazoBanue GopMyIibl CPEAHETO KBAAPATUYHOIO OTKJIOHEHHU MTPUBOAUT €€ K
BUTY, OoJiee ymoOHOMY IS MPAKTUYECKUX PACUETOB:

Sl ?

=YX =X

CpellHee KBaAPaTUIHOEC OTKJIOHECHHUE OIIPCACIISICT Ha CKOJIBKO B CPCIHEM
OTKIIOHAKOTCA KOHKPCTHBIC BAPHUAHTLI OT UX CPCAHCTO 3HAYCHUA, U K TOMY 7KC

SIBJIICTCSI a0COJIFOTHOM MCpOﬁ KOJICOJIEMOCTH IMpHU3HAaKa U BbIPAXKACTCA B TCX KC
CAWHMNIAX, YTO XU BAPHWAHTBI, U IIO3TOMY XOPOIIO MHTCPIPETUPYCTCA.

MeTtoauka pacuera CpeIHeKBaAPaTUYECKOro OTKIOHEHUS

1. Haiitn oTkiioHeHHE (Pa3HOCTD) KaXI0H BapUAHTBI OT CpeIHEAPHUPMETHUCCKOM
BenuunHbI psga (d =V — M);
Bo3BecTu kaxxaoe u3 3TuX OTKJIOHEHUM B KBajpar (d2);
[Tomy4unTh Mpon3BeNeHNE KBaApaTa KayKI0r0 OTKIOHEHHS Ha YacToTy (d2p);
Haiitu cymmy stux otkionenuit: d21pl + d22p2 + d23p3 +...+ d2npn = Z d2p;
[TonyyeHHy10 CyMMy pa3ienuThb Ha oOlee unciio Habmonenuit (mpu n < 30 B
3HameHarene n-1): £ d2p /n

6. MsBieds KBagpaTHbI KopeHs: 6 =V d2p /n

7. mpun<30c=+2 d2p/n-1
[IpumeHeHre cpeTHeKBaAPATHIECKOTO OTKIIOHCHUS

*  JUIS CYXKJICHHS O KOJIEOIIEMOCTH BapUAIMOHHBIX PSIZIOB U CPABHUTEIHHOM

OLICHKU TUITUYHOCTH (IIPEACTABUTENBHOCTH) CPEAHUX apU(PMETUUECKUX
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BEJIMYMH. DTO HE00X0nMuMO B AuddepeHInaIbHON TUarHoCTUKE TTPH
OMpPEJENICHUH YCTOMUYUBOCTH MPU3HAKOB;

*  JUISl PEKOHCTPYKIIMM BapHALMOHHOTO PsI/ia, T.€. BOCCTAHOBJIEHHSI €r0 YaCTOTHOM
XapaKTEpUCTUKHU HA OCHOBE npaBuia "tpex curm". B untepBane M+3c6
Haxonutcs 99,7% Bcex BapuaHT psifa, B uHTepBasie M+26 — 95,5% u B
uHTepBaie M+1lc — 68,3% Bapuanr psga;

* IS BBISIBJICHUS "BBICKAKMBAIOMIMX" BApUAHTOB (TIPHU COMOCTABICHUN
pEeaIbHOrO U PEKOHCTPYUPOBAHHOTO BAPUAIMOHHBIX PSJIOB);

* IS ONIpEAENICHUs TapaMeTPOB HOPMBI U MTaTOJIOTUX € TOMOLIBI0 CUTMaIbHBIX
OLICHOK;

* 4 pacyeTa kodhuImeHTa Bapualuu;

* JUIA pacyeTa CpeAHel OmuOKU cpeaHeil apupMeTHIeCKON BETMYUHBI

16. IloHsiTHE 0 IEHETPAHTHOCTH U IKCIPECCUBHOCTH I'¢HOB.
llenenmpanmnocms — BEpOATHOCTD MPOSIBICHUS T€HOB, SIBJICHUE MOSBICHUS WU
OTCYTCTBHUS IPU3HAKA Y OPraHU3MOB, OTMHAKOBBIX I10 TEHOTHITY.
JrcnpeccusHocmy — CTENEHb IPOSBIICHUS (BBIPOXKICHHOCTH) TIPU3HAKA

17. ®eHoTnn4YecKasi AUCNEPCUSA U OCHOBHBIE €¢ KOMIIOHEHTHI.
@®eHOTHIIHYECKAS AUCTIEPCHS - CTATUCTUYECKAsl BEIMYMHA, C IOMOILBIO KOTOPOI
OIICHUBAETCS pa3Max BapUAaTUBHOCTU KAKOTO-JIMOO KOJTMYECTBEHHOTO MPU3HAKA B
HOMYJISILIUH.
®opmyna DanbkoHe 11 pacueTa (EeHOTUITHIECKON UCTIEPCHH:
VP2 =VG2 + VE2
VG — BnusHHAE TEHETUYECKUX (aKTOPOB
VE — BnusiHue cpeioBbIX (PakTopoB
VG2 =VA2 + VI2 + VD2
VA — anauTuBHBIN 3P dexT
VI - snucrarudeckuit hakTop
VD - sddext nomuHupoBaHUS
VE2 = VEC2 + VEW2
VEC — obiecemeiinbie pakTopsbl
VEW — BHemHue 001ecpeioBbie (PakTopsl
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13 Tema

1. U3MeHYHMBOCTH KaK CBOMCTBO KUBOI0 (OmpeaesieHue).
N3MeHYMBOCTb - CHOCOOHOCTD KUBBIX OPIraHU3MOB IIPHUOOPETATh HOBBIE MMPU3HAKH U
cBolicTBa. Pazinyaror HaclIeACTBEHHYIO, WIM T€HOTUIIMYECKYI0, U3BMEHYMBOCTD
Y HEeHACIIEICTBEHHYIO, HJIM MOAU(PUKAITUOHHYIO, I3MEHUYUBOCTb.
2. llepeunciaure popMbl H3MEHYHMBOCTH M PACCMOTPHUTE UX POJIb B OHTOTeHe3e U

IBOJTIOLMH.

@opMUpPOBaHHUE PA3IMYHBIX TUIIOB U3MEHUNBOCTH SBIIAETCS CIEICTBUEM
B3aMMOJICHCTBUS BHEIIHEH Cpeibl, TeHOTUIA U ()eHOTHIIA.
HacnencrBeHHass "3BMEHYMBOCTD MPOSBIIAETCS B ABYX (pOpMax — KOMOMHATUBHOM U
MYTallMOHHOM.
Komounamuenan uzmenuusocmsp BOSHUKACT 32 CUET MMEPEKOMOMHAIINY T€HOB B XOJI€
IIOJIOBOTO Tpouecca.
Mymayuonnaa usmenuueocms BOZHUKAET 34 CUET HAPYIIEHUN B CTPOCHHUH
OTJENbHBIX T€HOB, LIEIBIX XPOMOCOM WJIM YHCIa XpOMOCOM. MyTanus — 310
OTJENbHOE U3MEHEHUE B TEHOTHIIE.
@opMUpPOBaHHUE PA3IMYHBIX TUIIOB U3MEHUNBOCTH SBIIAETCS CIEICTBUEM
B3aMMOJICHCTBUS BHEIIHEH Cpeibl, TeHOTUIA U ()eHOTHIIA.
Denomunuyeckan U3MEeH4YUE0CHb - U3BMEHUNBOCTD, OTPAYKAIOIasl U3MEHEHUS
(¢eHoTHTIA IO/ ACHCTBUEM YCIOBUN BHEIIHEH Cpelibl, HE 3aTparuBaloINX T€HOTHII,
XOTsI CTENIEHb €€ BBIPAKEHHOCTH OIPENEISAETCS TEHOTHUIIOM.
Onmozenemuueckas U3MEeH4UE0OCHIb - ITO TTIOCTOSTHHASI CMEHA MTPU3HAKOB B
mpolecce pa3BUTUS 0COOHM (OHTOTE€HE3 3¢MHOBOIHBIX, HACEKOMBIX, Pa3BUTHE
MOP(POPHU3NOIOTHUECKUX U TICUXUYECKUX MTPU3HAKOB Y YETIOBEKA).
Moouguxkayuonnasa usmenuusocmsp - GEHOTUNNYECKUE PA3TUUMs], BOSHUKAIOIINE
BCJIEJICTBUE BO3IEHCTBUS (PaKTOPOB BHEIIHEN CPEIBI.

3. CymiHocTh MOAU(PUKANMOHHOH N3MEHYNBOCTH.
Moouguxayuonnan usmenuusocmsp - GEHOTUNNYECKUE PA3TUUMs], BOSHUKAIOIINE
BCJIEICTBUE BO3IEHCTBUS (PaKTOPOB BHEIIHEN cpeapl. MoaudukanronHas
U3MEHYMBOCTb JETEPMUHUPYETCSI FTeHOTUIIOM. Monudukanum He nepeaaroTcs 1o
HACJIEJICTBY U OBIBAIOT CE30HHBIE U SKOJIOTHYECKUE.

Ce3onnble mooughukayuu - TeHETUYECKHU IETEPMUHUPOBAHHAS CMEHA IPU3HAKOB B
pe3yJabTaTe CE30HHBIX U3MEHEHHNI KIMMAaTHYECKUX YCIOBHIA.
IKonozuueckue moouuxkayuu — aganTUBHBIC U3MEHEHUs ()EHOTHUIIA B OTBET HA
M3MEHEHHE YCIOBUI BHENIHEN cpebl. DEHOTUIMNYECKN OHU MPOSBISIOTCA B CTEIIEHH
BBIPAKEHHOCTH MPU3HAKA. DKOJIOTHUYECKHE MOIU(UKALIUN 3aTParuBaoT
KOJIMYECTBEHHBIE (Macca >KUBOTHBIX, TOTOMCTBO) U KAYECTBEHHBIE (LIBET KOXKH Y
YeJioBeKa Mo BIugHueM YD-ydeid) Mpu3HaKHu.
CgoiicTBa MOIM(UKAITUI:
1. Moaudukanuu He epeatoTcs 0 HACIICICTBY;
2. BO3HUKAIOT MOCTENIEHHO, IMEIOT IEPEXOAHbIE (DOPMBI;
3. Moamudukanuu — U3MEHEHUS KOJIMYECTBEHHBIC; OHU 00Pa3yIOT HEMPEPHIBHBIC
PAIBI U TPYIIIUPYIOTCS] BOKPYT CPEAHETO 3HAUYCHMUS;
4. BO3HUKAIOT HAIPaBJICHHO — ITOJI BIMSHUEM OHOTO U TOTO ke (haKTopa Cpe/Ibl
rpymnima OpraHu3MOB U3MEHSIETCS CXOIHBIM 00pa3oMm;
5. IlpucnocoburenpHBIN (a1anTUBHBIN) XapakTep UMEIOT Bce Hanboee
pacrnpocTpaHeHHbIe MOIU(DUKALINH.
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4. ITonsaiTre 0 HOpMe peakuynu. IlJIaCTHYHOCTH IPU3HAKOB.
Hopma peakyuu — 510 nipeqen MOAU(PUKAIMOHHON N3MEHYMBOCTH MTPU3HAKA.
Hacnenyercs Hopma peakiuu, a He caMu MOIU(UKALINH, T.€. CHOCOOHOCTD K
Pa3BUTHIO MTPU3HAKA, a (hOpMa ero MPOSBIICHUS 3aBUCUT OT YCIOBHM OKpYKaIOIIEH
cpenbl. Paznuyaror mpu3Haky ¢ IUPOKOM HOPMOM peakiuu 1 y3koi. K mupokoit —
OTHOCSITCS] KOJIMUECTBEHHBIE IMOKA3aTENIN: MAacca CKOTa, YPOXKaHOCTh C/X KYJBTYD.
VY3Kkas HopMa peakiuu MPOSBISIETCA Y KAYECTBEHHBIX MPU3HAKOB: MPOUEHT KUPHOCTU
MOJIOKa, COJIEpKaHue OEJIKOB B KPOBH Y UEJIOBEKA
[TNIACTUYHOCTD - ciocobHOCT NOMYASIUHN (COPTOB, KIIOHOB UIIH POpM
CEJIEKIIMOHHOTO MaTepuaia) MPUCnocabinBaThCsa K pa3sHOOOPA3HBIM MTOYBEHHO-
KJINMATHYECKHUM, MIOTOJHBIM U arpOTEXHUYECKUM yCIOBUsAM. Paznuyaror
I'enernueckyto [ImacTHUHOCTH, NPOSABIAIOLIYIOCS B U3MEHEHUN T€HETUYECKUMHU
CTPYKTYpPbI OMYJISIIINI (y BUHOTPaJa OHa MOXKET HAOIIOIATHCS TOIBKO MPU
CEMEHHOM Pa3MHOXEHUN ),
@enotunnueckyo [lmacTnaHoCTh, peannsyronrytocs B oHTorenese. llpossisiercs kak
IUTACTUYHOCTD Pa3BUTHsI, 00YyCIOBIMBasE POPMUPOBAHHE TNOO Pa3HBIX (PEHOTUIIOB,
IPUCIOCOOJIEHHBIX KA K KOHKPETHBIM YCJIOBHAM cpefibl (agantuBHas [1.), mubo
ofHOTO (PeHOTHUIIA, MPUCTIOCOOIEHHOTO K Pa3IMYHbIM YCIOBUSAM — KaHATH3aIUsI
(romeocras) pa3Butus. AgantuHas [1. 1 romeocTas pa3BUTHS MOMYJISIUN 3aBUCST OT
($U3H0I0r0-OMOXUMUYECKUX MEXAaHU3MOB (DOPMHUPOBAHUS TPU3HAKOB, U3
MIPUCIIOCOOUTEIBHOTO U XO35IICTBEHHOT'O 3HAYE€HHSI U 00YCIIOBIMBAIOTCSI HOPMOM
peaKuuy reHoTUna.

5. KoMOuHaTHBHAsI ©BMEHYUBOCTDH U €€ MEXaHU3MBI.
KomOunarnBHast H3MEHYNBOCTh—HU3MEHYNBOCTh, BO3HUKAOIIAS IPU CKPEITUBAHUU B
pe3yNbTare pa3IMYHbIX KOMOMHAITMN TEHOB U UX B3aMMOJICUCTBUS MEXITY COOOM
MexaHu3MBblI:

1) He3aBUCHMMOE PacXOXKICHUE XPOMOCOM B Mei03e
2) KPOCCUHTOBEP
3) ciyyaiiHOe coYeTaHUE TaMeT MPH OIUIOIOTBOPEHHUHU.

6. Ilonsitue 0 myranuu. Yacrora BOSBHUKHOBECHUS MyTallMid.
Mymayuu — 3710 BHE3aIIHO BO3HUKAIOLE CTOMKUE U3MEHEHUS TEHETUYECKOTO
anmapara, BKJIIYAIIIME KaK IEPEXO] TEHOB U3 OJHOTO aJUIEIbBHOTO COCTOSHUS B
IPYroe, TaK ¥ pa3jInyHbIE U3MEHEHNS YNCIIA U CTPOEHUS XPOMOCOM, T€HETUYECKUX
CTPYKTYp LUTOIJIA3MBl.

Yacrora MyTanMi - 3TO J10Js raMeT ¢ BHOBb BOZHUKIIMMH MYTalUsIMH, OTHECEHHA
K 00111eMy KOJIMYEeCTBY TaMeT OJJHOTO mokosieHus. [Ipu 6ecnonom pa3sMHOKEHUN
(Y araMHBIX OpPraHM3MOB) YaCcTOTa MYyTAaIlMil O3HAYAET KOJMYECTBO KJIETOK UITH
oco0el, UMEIOIMX BHOBb BO3HUKIIIME MYyTallud, OTHECEHHOE K OOILIEMY KOJIUYECTBY
KJIETOK MJTU 0COO€H OTHOTO MOKOJICHHUS.

7. Kilaccu(pukaums ¥ XapaKTepUCTUKA MyTAalUil, BOSHUKAKIIMX HA Pa3HbIX

YPOBHSIX OPraHU3ALMH HACJEACTBEHHOI0 MaTepuaJia.

I'enomMHBIE MyTaUMU - 3TO MyTaIllM1, KOTOPBIE PUBOMAT K J00aBIEHUIO JIUOO yTpaTe
OJTHOM, HECKOJIBKUX WJIM MOJHOTO TalIOUAHOTO Habopa XxpoMocoM. Pa3Hbie BUIbI
T€HOMHBIX MyTalllid Ha3bIBAIOT F€TEPOIJIONINEN U MOJIUIIONINEN (KpaTHOe
M3MEHEHHUE YHCIIa XPOMOCOM).
XPpOMOCOMHBIE MYTAIlMH - 3TO IIEPECTPOMKU XPOMOCOM. Y HaCTKH XPOMOCOM MOTYT
U3MEHUTH CBOE MOJIOKEHUE, IOTEPATHCS WM YIBOUTHCS
I'ennble, WJIM TOYKOBBIC, MYTALMHU CBS3aHBI C U3MEHEHUEM COCTaBa WIH

IIOCJIEIOBATEIIBHOCTH HYKJIEOTHI0B B Iipeaenax yuactka JJHK - rena. Hykieornn
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BHYTPH I'€Ha MOXKET ObITh 3aMEHEH Ha JIPYTOM UITU TIOTEPSIH, MOXKET ObITH BCTABIICH
JUITHUN HYKJICOTU U T.1. BeaeacTBUe reHHbIX MyTaluii 00pa3yroTcs HOBBIE alliei,
YTO UMEET OOJIBIIOE PBOIOIMOHHOE 3HAUYCHNE.

8. N'aMeTn4yeckue U coMmaTuyecKre MyTANH, X OMOJIOTHYECKAS POJIb.
l'ameTnyeckue MyTanuu - 3T0 MyTallMy, BO3HUKIINWE rameTax. Ecin myTupoBaBmias
rameTa y4acTBYET B MPOIIECCE OTUIOOTBOPEHHMS i 00pa30BaHUS 3UTOTHI, TO BCE
KJIETKHU PA3BUBIIETOCS U3 TAKOW 3UTOTHI OpraHu3Ma OyayT MyTupoBaBimmu. Camo
pacTeHue
OyneT SBIsAThCS MyTaHTOM. COMaTHYeCKHUE MyTAIlUH - 3TO MyTallid, BOSHUKIIIHEC B
COMAaTUYECKHX KIJIETKaX OpraHu3Ma. (CIIOpPThI, TOYKOBBIE BApUAIIUU Y TUIOJOBBIX U
JIEKOPATUBHBIX JIEPEBHEB U KYCTAPHUKOB).

9. Ilousitue 0 myrarenese. Ero pasHoBHAHOCTH.
MyTarene3 — BO3HMKHOBEHUE MYyTallMii — BHE3AIHbBIX KAYECTBEHHBIX NU3MEHEHUN
TreHEeTUYECKON UH(pOpMAITIH.
B momynsituu 6akrepuit 6€3 BCAKOTO SKCTIEPUMEHTATBHOTO BMEIIATEIHCTBA
PETYJIIPHO BO3HUKAKOT MyTAlMU; TAKUE MYTAllMN HA3bIBAIOT CHOHMAHHbIMU
Mymayuamu, a KJIETKU, B KOTOPbIX OHU BO3HUKIIM, CHIOHTAHHBIMUA MYTaHTAMMU.
NuaynmpoBaHHBIMU MyTalMMU HA3bIBAKOT HACJIEAYEMbIE U3BMEHCHUS TEHOMA,
BO3HUKAIOIIUE B PE3YyJIbTaTe TEX W UHBIX MyTAar€HHBIX BO3/ICUCTBUH B
HCKYCCTBEHHBIX (9KCIIEPUMEHTAIBHBIX) YCIOBUSAX WM MPU HEOIArONMPUSITHBIX
BO3JICUCTBUAX OKPYKAOLIEN CPEABI
10. @akTOpbI MyTareHe3a M UX XapakTepHCTHKA.
K ¢pusnyeckum myrareHaM OTHOCST HarpeBaHUE, PA3JINYHbBIC BUIbI HOHU3UPYIOIINX
W3ITyYCHHUH (PEHTTCHOBCKOE, a- b- U g-JIy4H, HEUTPOHBI, ME30HBI U IPYTHE
AIIEMEHTAPHBIE YaCTUIIBI U MOHBI BEICOKUX DHEPIHil), a TaKKe yIbTpadroiaeToBoe U
MHUKPOBOJIHOBOE U3ITyYEHHUE.
XuMHYeCKHe MYTAreHbl JCIAT Ha MyTareHsbl MPSIMOTO JEUCTBHUS, HEMOCPEICTBEHHO
B3aUMOJICHCTBYIOIIMUE C TEHETUYECKUM MAaTepPUaAIOM KIIETKHA, U MyTareHbl HEPSIMOIO
JNEWCTBUS, BIUSAHUE KOTOPBIX HA TEHETUYECKUN MaTeprall KIETKU TPOUCXOAUT
OTOCPEI0BAHHO, TIOCIIE PSAa METAOOTUIECCKUX TTPEBPAIICHU.
K ononornveckum myrarenam otHocst JJHK- u PHK-conepkaiue Bupychl,
HEKOTOPBIE MOJUINENTHABI U O€IKU. ATEHTHI, CoJiepKaIlue HyKJIEHHOBBIE KUCIIOTHI,
MOTYT BBI3bIBaTh HAPYIIICHUE MPOLIECCOB PEKOMOMHAIINH, YTO MPUBOIUT K
BO3HUKHOBEHUIO MYyTallUH
11. CymHoCcTh TPaHC(POPMALMOHHOM H3MEHYNBOCTH.
Tpancdopmarius — mporiecc MmoromeHus KISTKONH opraHu3Ma CBOOOTHOM MOJICKYJTbI
JIHK wu3 cpenpl u BctpanBanus €€ B TEHOM, YTO MPUBOAUT K MOSBICHUIO Y TAKOU
KJIETKH HOBBIX JJIsI HEE€ HACJIEAYEMbIX IPU3HAKOB, XapaKTEPHBIX /11 OpraHu3Ma-
nonopa JJHK
12. Pemapanusi reHeTHY€CKOI0 MaTepuaJjia U ee MeXaHU3Mbl.
Penapayus npeacTapiisieT BOJIOIMOHHO BhIpaOOTaHHBIC MPUCTIOCOOTICHUS,
MOBBIIIAIOIINE TOMEXOYCTOMUUBOCTh TEHETUYECKOW MHPOPMALINU U €€ CTA0OUIBLHOCTD
B psAy MOKOJEHUU. MexaHu3M perapanuy OCHOBAaH HAa TOM, YTO KaK/1ash MOJIEKyia
JHK conepxuT nBa noiHblx Habopa reHeTH4ecKo HHpopMaIuu, 3alMCaHHON B
KOMIUIEMEHTAPHBIX IPYT APYTy MOJIMHYKICOTHIHBIX HUTIX. DTO 0OecreuynBaeT
COXpaHEHHE HEHCKAKEHHOWU MH(OpPMAITUU B OJTHON HUTH, JJAXKE €CIIU JpyTrast
MOBPEXKCHA, U TI0 HEMOBPEKACHHON HUTH UCTIPABUT A€HEKT
B Hacrosmiee Bpemst H3BECTHO TPU MEXaHU3Ma pernaparuu: (oTopeaKkTUBAIIHS,

TEMHOBAasl penapanusi, NOCTPEIUIMKATUBHAS PeNapalusl.
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dDomopeakmusayus 3aKII0YACTCS B yCTPAHEHUN BUAUMBIM CBETOM JUMEPOB
TUMHHA, 0COOeHHO yacTo Bo3Hukaromux B JIHK nmox Bnusauem YO-nydeit. 3amena
OCYIIECTBIIACTCA OCOOBIM (DOTOPEAKTUBUPYIOLTUM (PEPMEHTOM, MOJIEKYIBI KOTOPOTO
He 001a1at0T cpoaICTBOM ¢ HenoBpexaeHHou JJTHK.
Temnoean penapayus ne Tpedyet ceta. OHa criocoOHA UCTPABIISITH OYEHb
pazHooOpasuble noBpexaeHusd JJHK. TemHoBas penapanys NpoTeKaeT B HECKOJIBKO
ATANoB [P YYACTUU HECKOJIbKUX (PEPMEHTOB:
1. Moiekyibl 2HOOHYKIea3bl TIOCTOSTHHO 00cieayoT moiekyay JJHK, omo3nas
MOBpEXJIeHHE, (hepMeHT noape3aer BOm3u Hero HuTh JJHK;
2. 9H00- unu IK30HYK1I€a3a NCIaeT B 3TOH HATHU BTOPOU HAApE3, NCCeKas
IIOBPEKICHHBIN YYaCTOK;
3. Dk30HYyKIea3a 3HAYUTEIHHO paciupsieT 00pa3yIoNIyocs Opelilb, OTceKast
JNECATKU WA COTHU HYKIICOTUOB;
4. ITonumepasa 3actpanBaeT Opellb B COOTBETCTBUU C MOPSIIKOM HYKJICOTHIOB BO
BTOpOi1 (HenoBpexaeHHon) Hutu JTHK.
CaeroBasi 1 TEMHOBasI penapanuy HabIoaTcs 0 TOTo, Kak MPOoU30IILia
pEIIMKALUs TOBPEXKAECHHBIX MOJIEKYI. Ecin e MPOUCXOINUT PETIIUKALIUS
ITOBPEKJAEHHBIX MOJIEKYJ, TO JOYEPHUE MOJIEKYJIBI MOTYT
IIOJIBEPTHYTHCS ROCMPEnIUKamuenou penapayuu. Mexanusm ee 1oka He siCEH.
Homyckaercs, yto npu Hell Opemu B aedexrax JJHK MoryT 3actpauBarbcs
(dparmeHTamMu, B3ITHIMU OT HEMOBPEKACHHBIX MOJIEKYJI.
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Nel4. I'eHeTnka 4esioBeKa.
1. 'eneTnka 4esi0BeKka Kak Hayka. Ee npeamer u 3axaum.

I'eHeTHKa YesloBeKa — 3TO HAayKa, KOTOpast U3y4aeT poJib HACIEACTBEHHOCTH
Y U3MEHYUBOCTHU B (DOPMUPOBAHUH HOPMAJIBHBIX MPU3HAKOB YEIOBEKA.
[Ipenmer — HOpMaJIbHBIE TPU3HAKH YETIOBEKA.
3ajauu TeHETUKH:

* N3yueHue 3aKOHOMEPHOCTEN FEHETUYECKON IETEPMUHALINU ITPU3HAKOB

YEJI0BEKA

* H3yueHue MaTepHaIbHON CTPYKTYpPbI HACJIEI0BAHUS [€HOB

* HccnengoBanue opranuzanuu NoToka HHGOPMAILIMK B KJIETKaX YeJOoBeKa

e Ananu3s xapakrepa B3anMOJECHCTBUS MEXKy T'€HAMH B IIPOLIECCE

dbopMupoBaHUs TPU3HAKOB

* UM3yuenue BausHUA (HaKTOPOB BHEIIHEHN Cpe/bl HA HACIEACTBEHHOCTh YEJIOBEKA

2. UcTopusi pa3sBUTHS FeHEeTHKH YeJ10BeKa.

1815r Anamc «PuUITOCOBCKUIM TPAKT O HACJIEACTBEHHBIX CBOMCTBAX YEJIOBEUECKOM
pacbDy. 18661 @iiopeHCcKHil «YCOBEPIICHCTBOBAHUE U BBIPOKICHUE YETOBEYECKOTO
pona»
- BJIMSIHAE BHEUTHEN CPEJIbI
- BIIUSIHUE OJIM3KOPOJCTBEHHBIX OPAKOB
I'anbTOH — OCHOBOITIOJI0KHUK METOIOB IT'€HETUKU: TeHEeaI0THUEeCKUM, OJTM3HCIIOBBIM,
CTAaTUCTUYECKUM.
Tlappea. AnkanToHypus — BRIPOXKJIEHHAs OIIMOKa MeTab0IM3Ma, pelieCCUBHOE
3a0oneBaHue (OMOXMMHUUECKasi TEHETHKA — HAYaJI0 Pa3BUTHS).
IO.A. I'upuTHeHKo — pyKOBOAUTENH TIEpBOM Kadeapsl reneTuku B [leTporpane B
1919 rony.
1932 — 37rr. B MOCKBE OTKPBIT NIEPBBIM MEAUKO-TEHETUYECKUN NHCTUTYT IO
pykoBoacTBoM JleBuxa.
Bonburyto posb ceirpanu yuensle Xapau u Baiin6epr cdhopmMylivpoBaiu OCHOBHbIE
MOJIOKEHUS CTAOMIBHOCTH TOMYJIISLIUY.

3. OCco0eHHOCTH reHeTHYEeCKOT0 aHAJIN3a Y YeJIOBeKA.

1. BuconumansHas npupoaa yenoBeka. Ha popmupoBanue ar000ro npusHaKa
BIIMSIIOT CPEOBBIE (DAKTOPHI M COIMANIbHASA CPeJla, B KOTOPOH OOUTAET YeIOBEK.
HeB03MOXHOCTh NOCTAHOBKH MPSIMBIX 3KCIIEPUMEHTOB
HeB03MOKXHOCTBH UCTIOJB30BaHUS THOPHI0IOTMUYECKOTO METO/1a
[To3aHee HACTYIUIICHHE MTOJIOBOM 3pEIOCTH => OOJbIIIast MPOAOIKUTEIHHOCTD
KU3HH OJTHOTO TIOKOJICHMSI
Maiioe 4uciio NOTOMKOB
Bonbiioe uncio xpomocom (46)

HeB03MOXHOCTB CO3/1aHHsI OTMHAKOBBIX M CTPOTO KOHTPOJIUPYEMBIX YCIOBHIA

KU3HU JJIs1 TOTOMKOB

4. CymIHOCTb reHeaJJOrH4ecKoro MeToa U 3a1a4u, peniaeMblie ¢ IOMOIIbIO HEro
B reHETHKE YeJ10BeKa.

['eneamornueckuii METOT — METOJT COCTABJIEHUS POJOCIOBHOM. B Mennne —

KJINHUKO-T€HEAJIOTHYECKU .

OcHOBaH Ha COCTaBJIICHUH POJIOCIOBHON YEJIOBEKAa U U3YUEHUHU XapaKTepa

HacJeA0BaHus Nnpu3Haka. Briepsreie aToT Metoz ObL1 nipeaiosked . ['ansroHoM B

1865 . OT10 camblil 1aBHUM MeToA. CyTh €ro COCTOUT B YCTAHOBJIEHUH POJIOCIOBHBIX

CBA3€H U ONPENCIICHUN JOMUHAHTHBIX U PELIECCUBHBIX TPU3HAKOB U XapaKTepa X

o

NOo O
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HacnefaoBaHusa. Oco6eHHO A (PEKTUBEH ITOT METOJ MPU UCCIICIOBAHUH T€HHBIX
MYyTalHM.
3anauu:
YcTaHoBIIEHHE HACTEACTBEHHOTO XapaKTepa Mpu3HaKa
Omnpenenenue TUNA HACICIOBAHUS IIPU3HAKA
AHanu3 CIeTUIeHNs TeHOB M KapTUPOBAHUS XPOMOCOM
N3y4yenne ”HTEHCUBHOCTH MYTAIlMOHHOTO TMPoIlecca
PacmmdpoBka MexaHU3MOB B3aUMOCHCTBHS TE€HOB
Hcnonp3oBaHue JAHHOTO METO/IA TIPH MEIUKO-TEHETUYECKOM
KOHCYJbTUPOBAHUU
5. IlpuHIMTIBI OCTPOEHHS POAOCIOBHBIX H UCIOJIb3yeMasi IPH 3TOM

CUMBOJIHKA.

[IpoGany — yenoBek, OOpaTUBIIUNICS K

O O <> [ IO D—O O—D—O D=O Bpauy-r€HETUKY 34 KOHCYJIbTALIUEN
roe 48 CuOChI — pOmHBIC OpPAThs U CECTPBI

npoOana
o 2] ﬁ é) ﬁ b Hcnonp30BaHME 3TOTO METOAA BOZMOXKHO

B TOM CJIydac, KOrjia U3BCCTHBI ITPSAMBIC

2B

YC/10BHBIe 0603HaueHus1, IPHHATLIE NP POINCTBEHHUKH — IPEIKU 00anarest
COCTaBJICHHH POJOCJIOBHBIX: | — My)XunHa; HACJICACTBCHHOI'O IIPpU3HAKa (HpOﬁaH}Ia)
2 — JKE€HIIMHA; 3 — I0JI HE BLIACHEH; 4 — o MaTepHHCKOﬁ M OTLIOBCKOU JIMHUSM B
oOJiafaTenb U3y4aeMoro IpusHaka; 5 — o

TeTEPO3UTOTHBINA HOCHTEIh H3y4aeMOro Py TIOKOJICHUH WU TOTOMKH IIpoOaHia
perieccuBHOTO reHa; 6 — Opak; 7 — Opax TaK>KE B HECKOJIbKUX TTOKOJIeHUsAX. [Ipu
MY)KIHHBI C JBYMS JKEHITHHAMIL 8 — COCTaBJICHUU POJOCIOBHBIX B T€HETUKE
POACTBEHHBIN Opak; 9 — poauTemny, IeTH U

TIOPSIOK MX POKICHHST; 10 — IU3HTOTHBIC HCIIOJIB3YCTCA OIIPCACIICHHAA CUCTCMA
Onu3Helbl; 11 — MOHO3UTOTHBIE OJIM3HELBI. 0003HaueHui. [Tociie cocraBneHus

PONOCIOBHOM MPOBOJAUTCS €€ aHAIU3 C
1[E€JIBI0 YCTAHOBJICHUSA XapaKTepa HACIEA0BAHUS U3Yy4aeMOro IIPHU3HAKA.
6. bian3HenOBbI METO/1, €ro CYIIIHOCTh M 33J1a4H, peliaeMblie ¢ IOMOIIbIO HEero B

reHeTHKeE YeJI0BeKa.

brnu3HernoBeIii MeTO OCHOBAH Ha M3Y4YeHUU (PEHOTHIIA M TEHOTUITA OJTU3HEIOB IS
ONPEAEIICHUS CTETICHU BIUSHUS CPE/Ibl HA PA3BUTHE PA3JTUYHBIX TPU3HAKOB. JTOT
Metoq B 1876 . mpeanoxmit anrmuickuii uccnenoBarenb O. ['anpToH st
pa3rpaHUYCHUs BIUSIHUS HACIICACTBEHHOCTH U CPEJIbl HA PA3BUTUE PAZTUYHBIX
IIPU3HAKOB Y Y€JIOBEKA. bIIM3HEIOBBIA METOJ ITO3BOJISAET OMPEIEIIUTh CTEIECHD
MPOSABJICHUS PU3HAKA Y TTAPbl, BIUIHUE HACIEICTBEHHOCTH U CPEAbl HA pa3BUTHE
IPU3HAKOB. Bee paznuums, KOTOpbIe MPOSBIISIOTCS y OJHOSIHIIEBBIX OJIU3HEIIOB,
MMEIOIIMX OJMHAKOBBIM T€HOTHUII, CBSI3aHbI C BIUIHUEM BHEIIHUX YCIOBUU. bonbLIon
WHTEpEC MPEICTABIISAIOT CITydan, KOT/Ia Takas mapa Oblia 1Mo KaKUM-TO PUIHHAM
pasilydeHa B JIETCTBE M OJIM3HEIBI POCIIH U BOCIIUTHIBATIUCH B Pa3HBIX YCIOBHUSX.
N3yuenne pa3HOSHIIEBBIX OJU3HEIIOB MMO3BOJISIET MPOAHAIM3UPOBATH PA3BUTHE
Pa3HBIX TCHOTUIIOB B OJJMHAKOBBIX YCJIOBUAX CPeibl. bIIM3HEIIOBBINA METO ITO3BOJIUII
YCTAHOBHTh, UTO JJIsI MHOTHX 3a00JI€BaHUI 3HAYUTEILHYIO POJIb UTPAIOT YCIOBHUS
Cpebl, IPU KOTOPBIX MPOUCXoauT popMupoBanue ¢penoruna. Hampumep, Takue
MPU3HAKU KaK IpyIna KpOBU, LBET IV1a3 U BOJIOC ONPEAEIAOTCS TOJIBKO TEHOTUIIOM U
OT cpenbl He 3aBUCAT. HekoTopbie 3a001eBaHMs, XOTS M BBI3bIBAIOTCSI BUPYCAMH H
OakTepusMH, B HEKOTOPOH CTENEHH 3aBUCST OT HACJIEICTBEHHOMN
MIpepacnoiokeHHOCTH. Takue 3a00JieBaHmsl, KaK TUTIEPTOHUS U PeBMATH3M, B

3HAYUTENBHON CTEMEHU OMPEEISIIOTCA BHEIIHUMH (PAKTOPAMU U B MEHbIIICH CTEIIEHU
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— HACJEICTBEHHOCThI0. TakuM 00pazom, OJIM3HELIOBbIM METO/] TIO3BOJISIET BBISIBUTD
poJib TeHoTUNa U (aKTOpOB cpebl B (POPMUPOBAHUU MTPU3HAKA, JIJISl YETO U3YUaAIOTCA
Y CPAaBHUBAIOTCS CTENEHHU CXOACTBA (KOHKOPJAHTHOCTh) M pa3Inuuil
(IMCKOPAAHTHOCTh) MOHO3UTOTHBIX U IU3UTOTHBIX OJM3HEIOB.

7. Tunbl 0JM3HE OB U UX XapaKTepucTUKA. [IpHYMHBI 1 YacTOTA POKACHUS

OJIM3HEL0B.

Cpenu 6IU3HEL0B BBIIEISIIOTCS OAHOSHIEBBIE U ABYsieBble. OnHOsIIIEBbIE
Onu3Helbl (MAEHTUYHBIE) 00pa3yIOTCs U3 OJHOM 3UTOThl (MOHO3UTOTHBIE),
pa3aenuBIIeiiCsS HA paHHEW cTaauu ApoOiieHns Ha JBe YacTh. B 3Tom citydae ogHa
OIUIOIOTBOPEHHAS SIMIIEKIIETKA AAET HAYaJI0 HE OJJHOMY, a Cpa3y ABYM 3apOJIbIIIAM.
OHU UMEIOT OIMHAKOBBIN T'€HETUUECKHUIM MaTepuall, BCErja OJTHOTO IoJia, U Hanbosee
MHTEPECHBI 17151 n3yueHusi. CXOJCTBO y TaKUX OJU3HELOB MOYTH aOCOITIOTHOE.
Menkue pa3iandusi MOTYT OOBSICHSITHCS BIUSHUEM yCIIOBUN pa3BUTHS. [[BysiilieBbIe
Onu3Helbl (HEMACHTUYHBIE, UIIA JU3UTOTHBIE) 00pa3yIOTCs U3 Pa3IudHbIX 3UTOT, B
pe3yabpTare OIIOAO0TBOPEHUS ABYX SIMUEKIETOK ABYMs criepmarozoungamu. OHu
MIOXOKHU APYT Ha Jipyra He 0ojiee yeM pojiHble OpaThsl WM CECTPBI, POXKJICHHBIE B
pa3zHoe BpeMs. Takue OIM3HEIbl MOTYT OBITh OTHOIOJIBIMU M Pa3HOIIOJIBIMHU.
OO6mast yactora pokaeHus: OJM3HENOB cocTaBisAeT B cpeanem 1,1 — 1,2 % ot Bcex
POXKJICHHI; U3 HUX OKOJIO 1/3 mpuXoauTcsi Ha MOHO3UTOTHBIX OJTM3HEIOB, a 2/3 — Ha
JU3UTOTHBIX OJM3HENoB. YacToTa poxkAeHUSI MOHO3UTOTHBIX OJM3HELIOB CXO/IHA B
pa3HBIX MOMYJSAIUAX, & YACTOTA POKACHUS JU3UTOTHBIX OJIM3HELIOB CYIIECTBEHHO
paznuuaercs B pa3Hbix nonyisiiusx. Hanpumep, B CILIA nu3urotHsie 61u3HELbI
Cpelu HETPOB POXKJIAIOTCS Yallle, ueM cpenu 0enbix. B EBporne nu3urorHeie
OonmusHenbl poxaaroTcs ¢ gactoTor 8 Ha 1 000 poxknenuii. Camasi HU3Kasi 4acToTa
POXIECHUS JU3UTOTHBIX OJIM3HELIOB MPUCYIla MOHTOJIOUIHBIM MOMYJIALUAM, T€ OHA
cocrasisieT 2-2,5 Ha 1 000 poxxaennii. BeposITHOCTh POXKIAEHUS TU3UTOTHBIX
OJM3HEIOB MOBBIIIAETCS C YBETUUCHUEM BO3pacTa MaTepH, a TaKkKe MOPSAIKOBOTO
HOMEpa POXKACHUS AE€TeH. DTO NPABUIIO KACAETCSI UCKIOYUTEIBHO JU3UTOTHBIX
OJIN3HEI0B.

8. Ouenka poJyii reHeTHYeCKUX U CPeA0BbIX (PAKTOPOB B (hopMHUPOBAHNH
KA4eCTBEHHBIX U KOJMYECTBEHHBIX MPU3HAKOB 10 JAHHBIM OJIM3HEIOBBIX
HCCJICI0BAHUI.
9. CymiHOCTh NONMYJISIIUOHHO-CTATUCTHYECKOT0 METOIAa U 3a1a4H, peliaeMblie ¢
MOMOIIBIO HEr0 B TeHeTHKE YeJI0BeKa.
DTO METO M3yUYeHUs PaCIIPOCTPAHECHUS HACIEACTBEHHBIX MTPU3HAKOB
(HacneCTBEHHBIX 3a00I€BaHII) B MOMYJISAIIMSIX.
[TonmynsSIMOHHO-CTaTUCTUICCKUIA METOJT UCITOJIB3YETCS JIJISl U3y UCHUS
a) 4aCTOTHI TCHOB B MOMYJISIINH, BKIIIOYasi YaCTOTY HACJIEICTBEHHBIX OOJIC3HEHH;
0) 3aKOHOMEPHOCTH MYTaIlMOHHOTO MPOIIECCa;
10. 3axon Xapau-BaiinOepra. YciioBust uaeajibHOM NOMYJISIIMHA.
3akoH Xapnu-BaitnOepra
B uneanbHOM nOMynsiuy U3 OKOJICHHS B TIOKOJICHHE COXPAHSIETCSI CTPOTO
OTIPEICICHHOE COOTHOIICHUE YaCTOT JOMUHAHTHBIX U PEIIECCUBHBIX TeHOB (1), a
TaK)K€ COOTHOIIIEHHE YaCTOT TeHOTUITHMYECKHUX KJIAaCCOB 0cobeit (2).
ptg=1 ()p2+2pg+q2=1, (2)
IJIE p — YacTOTa BCTPEYACMOCTH JIOMUHAHTHOTO IeHa A; ¢ — YacToTa
BCTPEUAEMOCTH PELECCUBHOIO I'eHa a; p2 — Y4acToTa BCTPEYaeMOCTH TOMO3UTOT IO
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NOMHUHAHTE AA; 2pg — 4acToTa BCTPEYAaEMOCTH FETEPO3UTOT Aa; g2 — 4JacToTa
BCTPEYAEMOCTH TOMO3UTIOT IO PELIECCUBY aa.
WneanbHOl nomyssueil siBiseTcs J0CTaTOYHO O0Jbllasi, HaHMUKTHYECKast
(MaHMHKCHUSI — CBOOOJHOE CKPEIIMBAHKE) MOMYIISAIUS, B KOTOPOH OTCYTCTBYIOT
MYyTalMOHHBIN MPOLIECC, €ECTECTBEHHBIN OTOOP U ApyTrHe (PaKTOPhI, HAPYILIAKOIINE
paBHOBECHE I'€HOB

11. IlpuBeaurte popMyJibl AJIA pacyeTa 4acTOT FeHOB U TeHOTHUIIOB 110

IPUTPOLMTAPHBIM M30aHTHUIEHAM B MONYJIALUH YeaoBeKa (cuctemsl ABO,
pe3yc, MN).

Paccmorpum ciyuaid, korga oauH red ) peeccuBeH MO OTHOIIEHUIO K ABYM JIPYTHM -
A n B, KOTOpBIE KOTOMHHAHTHBI 10 OTHOIIEHUIO IPYT K ApYyTy. B KOHKpeTHOM
HOMYJISUU HAOMIOaeM CIEAYIOUIIE COOTHOILICHUS:

®deHoTun FeHoTun Yacrora reHoTuna
0 00 7
A AA, AO p° + 2pr
B BB, BO q° + 2pr
AB AB 2pq

12. BuoxumMmnyecKkuii MeTo/1 U €ro UCNoJib30BaHNe B reHeTHKe Ye10BeKa.
[To3BosisieT 0OHApYKUTH HApYIIEHUs] B 0OOMEHE BEIECTB, BEI3BAaHHBIE N3MEHEHUEM
T€HOB M, KaK CJICJICTBUC, N3MCHCHHEM aKTUBHOCTHU PA3IUYHBIX (PEPMEHTOB.
HacnencrBennsie 6ose3H1 0OMEHa BEIIECTB MOAPA3ALISIOTCA Ha OOJIE3HH
YIJIEBOJIHOTO 0OMeHa (caxapHbIil 1uadeT), 0OMeHa aMUHOKHUCIIOT, JIUITHUJIOB,
MUHEPAJIOB H JIp
[IpenmeTrom coBpeMEeHHONM OMOXMMHUYECKON TUArHOCTHUKH SBJISFOTCS CIIeU(pUUSCKUE
MeTa0O0IUThI, SH3UMOIIATUH, Pa3INYHbIE OCIIKU.

OObekTaMu OMOXMMHUYECKOTO aHAJTM3a MOTYT CITYXKUTh MOYa, TIOT, TijIa3Ma U ChI-
BOpPOTKa KPOBH, (POPMEHHBIE JIEMEHTHI KPOBH, KYJIBTYPbI KJIETOK ((prudpodIacTsi,
AUMOIUTHI).
Jiist OMOXUMHUYECKON AUArHOCTUKH MCTIONB3YIOTCS KaK MIPOCThIE Ka9eCTBEHHBIC
peakiuu (Harpumep, XJIOPUJ JKeje3a JUIsl BhISIBICHUS (EHUIKETOHYPUH WIIN
JTUHUATPODESHWITUIPA3UH JIJIS BBISIBJICHUS KETOKUCIIOT), TaK U 00JIe€ TOYHbIE METOIbI.
13. CymHOCTH HUTOT€HETHYECKOT0 METO/IA M €r0 IPMMeHeHNe B TeHEeTHKe
YyeJIoBeKa.
OcHOBY MeTO/1a COCTaBISIET MUKPOOCKOIIMUECKOE U3yueHue kapuotuna. Kapuorumn —
ATO COBOKYMHOCTb MTPU3HAKOB XPOMOCOMHOI'O Ha00pa COMaTUYECKON KIETKU
opranusMa (hopMa XpoMOCOM, UX KOJTHUYECTBO, Pa3MEphI).
[{utoreHeTHYECKU METO/ 3aKJIFOUAETCS B MUKPOCKOTTMYECKOM UCCIIEI0BAaHUN
CTPYKTYPBI XpOMOCOM 1 WX KOJIMYECTBA Y 3OPOBBIX U OONBHBIX Jroaei. 13 Tpex
TUTIOB MYyTAaIUH 0] MUKPOCKOTIOM MOTYT OOHAPYKHUBAThHCS JUIIIb XPOMOCOMHBIE U
reHOMHbIe MyTaluu. Hanbosnee npocThiM METOJIOM SIBJISIETCS DKCITPECC-TUAarHOCTHUKA
— UCCIIEA0BaHUE KOJIMYECTBA ITOJIOBBIX XPOMOCOM IT0 X-XpoMaTuHy. B HOpMme y
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KEHIMH O1Ha X-XpOMOCOMA B KJIETKaX HAXOAUTCs B BUJIE TEJIbLIA XPOMATHHA, A Y
MY>KUMH TAKO€ TEJIbLIE OTCYTCTBYET. IIpu TpucoMuu 1o nojsoBoM nape y KEeHIIUH
HaOJII0A0TCA [1BA TENbIa, a Y MYKYMH — OJHO. /{15 naeHTugpukauuu TpuCOMHH 110
JIPYTUM I1apaM MCCIIENYETC KAPUOTHUII COMAaTUYECKUX KIIETOK U COCTaBIISAETCS
UAMOTpaMma, KOTOpasi CPaBHUBAETCS CO CTaHIAPTHOM.

14. IlepmaTorim¢uyecKuii METOX M €ro HCIO0/Ib30BAHNE B ITCHETHKE YeJI0BEKA.
OH OCHOBaH Ha U3Y4YEHUU KOXKHBIX IPEOCIIKOBBIX y30pOB MAJIbLEB U JIAJJOHEH, a
TaK)Ke CrudaTenbHbIX JaJ0HHBIX 00po3n (2, 11). Xapakrep HacienoBaHUs
rpedHeBOro cuera (YMCio JIMHUNA B y30pe Ha OTAETIbHBIX MablaxX) U NanuUIsIpHbIE
Y30PbI OIIPEACIISIOTCS TEHOTUIIOM , YTO ITO3BOJISET JUarHOCTUPOBATh HA PAHHUX
JTanax OHTOI€HE3a psi/i MAaTOJOIUM U ONPENeIATh UX Ipupony. Bnepssie
AepMaroruduuecKkuii MeTo]] B reHeTHKe Obl1 peioker B 1892 rony @.I'agsroHOM.
VIMEHHO OH yCTaHOBUII, YTO YKa3aHHBIE Y30pbl HE MEHAKOTCSA B TCUCHUE )KU3HU U
ABJISIIOTCSI UHAUBUIYaJIbHOM XapaKTEPUCTUKOMN YEIIOBEKA. | aIbTOH YTOUHWII U
JOTIONTHII KJIacCU(UKALINIO penbeda KOKHBIX y30pOB, OCHOBBI KOTOPOIl pa3paboTaHbl
obuu [lypkunse eme B 1823 rony. [To3nuee knaccudukaruto @. 'anprona
YCOBEPIIEHCTBOBAJIN, U CEMYAC OHA IIUPOKO MPUMEHSAETCS B KPUMUHAJIMCTUKE U
reHeTUYeCcKux uccaenoBanusx. B 1939r. BnepBbie onucansl AepMarorudsl mpu
cunapome JlayHa. 1o ucciae10BaHUE MOJIOKUIIO Hayaao OMUCAHUIO IEPMaTOIIU(OB
pU IPYTUX XPOMOCOMHBIX 00Je3HsX: cunapoMax Knaitngensrepa, llepemesckoro-
TepHepa, CHHIPOME «KOIIAYbEro KPUKa», 4TO MO3BOJIWIIO UCIIOIB30BATh METOBI
JepMaTOrTU(UKHU U MaJTbMOCKOIIUYU B IMarHOCTUKE 3TUX 3a00seBaHuil. OnucaHsbl
cnenuduuecKue OTKIOHEHUS ITUX MOKa3areyel Mpy MmMu30PpeHn, MUaCTeHUH,
auMQouHoM Jeiikemun. Takum 00pa3om, cOBpeMeHHast Hayka 001a1aeT O0NbIIuM
apCeHaJIOM METOI0B, ITO3BOJIAIOIIUX OJYYUTh IIOJIHBIE 3HAHUS O HACIEICTBEHHOCTH
YEJIOBEKA U BBISIBUTH HACIIEICTBEHHYIO N3MEHYMBOCTh. OJIHAKO PSAJ UBMEHEHUN
YEJI0BEUYECKHUX ITPU3HAKOB HOCAT HEHACIIEACTBEHHYIO IPUPOAY U
SBISIIOTCS MoOuukayuamu. OHY OTpaXKAIOT U3MEHEHUE (PEHOTHUIIA TIOJT IeHCTBUEM
cpenoBbIX (pakTOopoB. Bo3MOXKHOCTh OpraHn3Ma BapbUpOBaTh CTENIEHb U3MEHYMBOCTH
IIPU3HAKOB HOCUT HAa3BaHWE HOPMbL peakyuu. Hopma peakunu opranuzma
OTIPEIEISIETCS] TEHOTUIIOM U MOXKET OBITh IIUPOKOM MIIH Y3KOH.

15. MoJiekyJISIpHO-TeHeTHYECKUIT MeTO/l FTeHeTUKH YeJI0BeKA.

Onu cBs3ansl ¢ BbiaenenneM Moiekya JJHK u3 ornensHbIX XxpoMocoM, 1100
MUTOXOHJAPHM, C ITOCIECAYIOINUM U3yYEHUEM CTPYKTYPBI ITUX MOJIEKYJI, BBISBICHUN
VU3MEHEHUH B ONPEIEIEHHBIX YU4aCcTKaxX IeHa. JTO MO3BOJISET POBOAUTH
MOJIEKYJIIPHYIO THATHOCTHUKY HACJIEACTBEHHOM NaTosioruu. Ilomydennpie astumum
METO/IaMHU JJaHHbIE TIO3BOJISIOT MOITYYUTh 00JIee MOIHbIE MPEACTABIECHUS O TEHOME
YeJI0BEKa
KoHneunslii UTOr MOJIEKYIPHO-TEHETUYECKUX METOAOB — BBISBIICHUE U3MEHEHUN B
onpeaeneHHbix yyactkax JIHK, rena ninm xpomocomel. B ux ocHoBe nexar
coBpemeHHble MeToiukH padotsl ¢ JJHK nnu PHK.

HavanpHbIM 3TanioM MOJIEKYISIPHO-TEHETUYECKOTO AHAJIN3A ABIISIETCS
nosryuenue oopasios JJHK wau PHK. Jlnst atoro nucnons3ytor renomuyro JIHK (Bes
JIHK xnetku) wim oTaenbHbIe €€ pparMeHThl. B mociaeanem ciaydae, 4ToObl TO-
JTYYUTh TOCTATOYHOE KOJIMYECTBO TaKUX (parMeHTOB, HEOOXOANMO,
aMIUTMUIMPOBATh (PA3MHOXKUTD) UX. [[J151 3TOTO MONB3YIOTCS MOTMMEPA3HOM IETTHOM
peakiueil — ObICTPhIM METOIOM (PEPMEHTATUBHON PEIUIMKALMN ONPEEICHHOTO
¢parmenta JJTHK. C ero nomomipto MoxkHO amruiuuimpoats 1to0oit yuactok JJHK,

PACIIOIIOKEHHBIN MEXKy ABYMsI U3BECTHBIMU I10CIEA0BATEIIbHOCTAMM.
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AHnanu3zupoBaTh orpoMHbie Mosiekysbl JJHK B ToM BuUie, B KOTOPOM OHU CYIIECTBYIOT
B KJIETKE, HEBO3MOXHO. [TloaTOMY Tipex e nx HeoOX0AUMO pa3IesIuTh Ha YacTH,
o0paboTaTh pa3HOOOPA3HBIMU PECTPUKTA3aMH — OaKTepUaTbLHBIMHU
SHOHYKJIea3aMu. ITU (epMEHTHI CITIOCOOHBI pa3pe3ath ABoMHYI0 ciiupainb JTHK,
IpUYEM MeCTa pa3pbiBa CTPOro crenu(PUIHBI 711 JaAHHOTO 00pasIia.

16. MeToabl TeHETUKH COMAaTHYECKHUX KJIETOK.
OcHOBY MeTO/1a COCTABIISIET KYJIbTUBUPOBAHUE OTJEIbHBIX COMATUYECKUX KIIETOK
YeJIOBEKa U MOJTYUYCHHE U3 HUX KIIOHOB, a TaK JK€ UX THOPUAN3ALINIO U CETIEKITUIO.
Comarrdeckue KIEeTKH 00J1aatoT PsijioM 0COOEHHOCTEH:
- OBICTPO Pa3MHOXKAIOTCS HA MUTATEIBHBIX CPENIax;
- JIETKO KJIOHUPYIOTCS ¥ JAIOT T€HETUYECKU OJHOPOIHOE MOTOMCTRBO;
- KJIOHBI MOTYT CITUBAThCS U aBaTh THOPHUIHOE TTIOTOMCTRBO;
- JIETKO MOJBEPraroTCs CEIEKIMU Ha CIIEHUANIBHBIX MMUTATEIbHBIX CPENAX;
- KJIETKHU YE€JIOBEKA XOPOUIO U JOJITO COXPAHSIOTCS MPU 3aMOPaKUBAHUM.
CoMarnyeckue KJIETKU YeIOBEKa MOTYUYaloT U3 Pa3HbIX OPTaHOB — KOXHU, KOCTHOTO
MO3ra, KPOBH, TKaHH SMOPHOHOB. OIHAKO YaIlle BCETO UCTIOIB3YIOT KIETKH
COEIMHUTENBHOMN TKaHU (puOpoOIacThl) U AMMGOIUTHI KPOBH.
C momoIp MeToaa TMOPUAU3AITUN COMAaTHICCKUX KIIETOK:
a) U3y4yaroT MeTad0JInYECKUE MPOIECCHl B KIETKE;
0) BBISBIISIOT JIOKAIU3ALMIO TEHOB B XpPOMOCOMAX;
B) UCCIIEAYIOT TeHHbIE MYyTalluu;
') U3y4aroT MyTareHHY10 U KaHIIEPOT€HHYIO aKTUBHOCTh XUMHUYECKUX BEILIECTB.
C noMoIIbI0 3TUX METOAOB U3YUYalOT HACJIEICTBEHHOCTh U U3BMEHYHUBOCTD
COMaTHYECKHUX KJIETOK, UTO B 3HAUUTEIbHOU MEepe KOMIIEHCUPYET HEBO3MOXKHOCTh
MPUMEHEHUS K YEJIOBEKY METO/1a THOPUIOIOTUYECKOTO aHAIHN3a.
MeToibl TEeHETUKH COMAaTUYECKUX KJIETOK, OCHOBAHHBIE Ha Pa3MHOXKEHUH ITHX
KJIETOK B UCKYCCTBEHHBIX YCIIOBHUSIX, ITO3BOJISIIOT HE TOJBKO aHAJIM3UPOBATh
TeHETHYECKHE MTPOIIECCHI B OT/IETBHBIX KJIETKaX OpraHu3Ma, HO Onaromaps
MOJTHOIIEHHOCTHU HACJIEJCTBEHHOTO Marepuasa, 3aKJII0U€HHOTO B HUX, HCIIOJIb30BaTh
WX JUIS1 N3yYE€HUS T€HETUYECKUX 3aKOHOMEPHOCTEN LEIIOCTHOTO OPraHU3Ma.
B cBsi3u ¢ pazpabotkoii B 60-x r. XX B. METOJIOB FT€HETUKU COMATHYECKHUX KJIETOK
YEJI0OBEK 0Ka3aJiCsl BKIIOYEHHBIM B IPYIITY 0ObEKTOB IKCIIEPUMEHTATILHON T€HETUKH.
bnaromaps 6sicTpoMy pa3MHOKCHHIO Ha TTUTATEIILHBIX CPEAaX COMAaTUYECKUE KICTKU
MOTYT OBITh TIOJTYYEHBI B KOTMYECTBAX, HEOOXOAUMBIX 1 aHanu3a. OHM yCIIEITHO
KJIOHUPYIOTCS, J1aBasi TCHETUYECKHU UJICHTUYHOE TTOTOMCTBO. Pa3Hble KIIETKH MOTYT,
CIMBAsICh, 00pPa30BHIBATh THOPHUAHBIC KIIOHBI. OHU JIETKO TIOJABEPTAIOTCS CEICKITNN Ha
CHEIUATbHBIX MTUTATENIBHBIX CPEIAX U JIOJITO COXPAHSIOTCS MPHU TITyOOKOM
3aMOpakKuBaHUM. Bce 3ToO MO3BOJAET UCTIOIB30BaTh KYIbTYPbl COMAaTUUECKUX KIIETOK,
MOJTyYCHHBIC U3 MaTepuana ouoncuit (mepudepruyeckast KpoBb, KOKa, OMyX0oJIeBast
TKaHb, TKAHb SMOPHUOHOB, KJIETKH M3 OKOJIOIIJIOTHOM KUIKOCTH), JIJIsl TEHETUYECKUX
UCCIIeJOBAaHUM YEJIOBEKA, B KOTOPHIX MCIOJIB3YIOT CIEAYIONINE IpUeMBI: 1) mpocroe
KyJBTUBHPOBaHUE, 2) KIOHUPOBAHKE, 3) CENEKIHI0, 4) THOpUIN3aLHIO.
Kynomueupoesanue no3BoasieT MOIYYUTh JOCTATOUHOE KOJIMYECTBO KIETOUHOIO
MaTtepuaia JJjisi IUTOTeHETUYECKUX, OMOXUMHUUECKUX, UIMMYHOJOTUUECKUX U JPYTUX
HCCIJIEIOBAHU.
IInanuposanue—noiy4yeHrue MOTOMKOB OJHOM KJIETKH; AAET BO3MOKHOCTb IIPOBOJIUTH
B F€HETUYECKHU UJIEHTUYHBIX KJIETKaX OMOXUMHUYECKUIN aHaJIN3 HACJIEICTBEHHO
00yCJIOBIEHHBIX MPOLECCOB.
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Cenexyusi COMaTHYECKUX KJIETOK C IIOMOIIBI0 UCKYCCTBEHHBIX CPEJ UCIIONIb3YETCS
JUTsl 0TOOpA MYTAHTHBIX KJIETOK C OMpPeeIeHHBIMU CBOMCTBAMH U IPYTUX KJIETOK C
MHTEPECYIOLIMMU UCCIIEA0BATENS XapAKTEPUCTUKAMM.

T'ubpuouzayus coMaTN4eCKUX KJIETOK OCHOBaHA HA CIUSIHUM COBMECTHO
KyJbTUBUPYEMBIX KJIIETOK Pa3HbIX THUIIOB, 00pa3yIOLUIUX TMOPUIHBIE KIETKU CO
CBOMCTBaMU 000MX POAUTEIHCKUX BUAOB. [ THOpUaN3aliiy MOTYT UCIIOIB30BaThCS
KJIETKU OT Pa3HbIX JIIOAEH, a TAK)KE OT YEJIOBEKA U APYTUX KMUBOTHBIX (MBIIIIH,
KPBICBI, MOPCKOIM CBUHKH, 00€3bSHbI, JHKYHIAPCKOTO XOMSIUKA, KYPHUIIbI).
['ubpuaHbIe KIETKHU, COAEpIKAIME BA MOJHBIX T€HOMA, TIPU JICJIEHUN OOBIYHO
«TEPSIOT» XPOMOCOMBI IPEANOYTUTENBHO OAHOTO U3 BUAOB. Hanpumep, B
TMOPUIHBIX KJIETKAX «UEJIOBEK — MBIIIb» [MOCTENEHHO YTPAuUBaOTCS BCE
XPOMOCOMBI Y€JIOBEKA, a B KJIIETKAX «YEJIOBEK — KPbICa» — BCE, KPOME OJTHOM,
XPOMOCOMBI KPBICBI, C COXPaHEHHUEM BCEX XPOMOCOM uesoBeKa. Takum oopa3om
MO>KHO TOJy4aTh KJIETKU C KeJIaeMbIM HA0OpPOM XPOMOCOM, UYTO 1a€T BOBMOKHOCTb
M3y4aTh CLUEIUICHUE T'€HOB U UX JIOKAJIU3AIUIO B ONPEIEICHHBIX XPOMOCOMaX.
[TocTenenHas nmorepsi XpOMOCOM YeJIOBEKa U3 THOPUIHBIX KJIETOK MapaiebHO C
U3y4YeHHEM (PEPMEHTOB JAET BO3MOKHOCTh CyAUTh O JOKAJIU3alMU T'eHa,
KOHTPOJIMPYIOLIET0 CUHTE3 JAHHOTO (PEPMEHTA, B ONIPENEIEHHON XPOMOCOME.
biarogaps MeTonam reHeTUKA COMaTUYECKUX KIETOK MOXKHO U3y4aTh MEXaHU3MBbI
NEPBUYHOIO JEHUCTBUS U B3aUMOJACHCTBUS T€HOB, PETYJISLNAI0 TEHHOW AKTUBHOCTH.
OHU NO3BOJISIFOT CYIUTh O T€HETUYECKO IreTepOreHHOCTH HACJIEICTBEHHBIX
Oone3Heil, u3y4arh UX MaToreHe3 Ha OMOXMMHUYECKOM U KJIETOYHOM YPOBHSX.
PazButHe 3TMX METONOB ONPENEINUIIO BO3MOKHOCTh TOUHOM JUArHOCTUKHU
HACJIEJICTBEHHBIX 00JIe3HEN B MPEHATAIHLHOM IepUO/IE.
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15 Tema

1. MennumnHckasi TeHeTHKA KaK HAyKa, ee MpeAMeT U 3aJa4u.
MenuuuHcKas reHeTUKa — 3TO HayKa, KOTopasi U3y4aeT poJib HACIEACTBEHHOCTH U
U3MEHUYMBOCTH B BO3SHUKHOBEHUHU 3a00JI€BaHUI YeIOBEKa
OOBEKTOM SIBISETCS YENOBEK, IMEIOUIUI HACIEICTBEHHO 00YCIOBICHHYIO
NaTOJIOTHIO.
[IpenMeTom SIBISIOTCS BCE MATOJIOTUM U MPUYUHBI KX BOSHUKHOBEHUSI.
3ajauyu MEIUIUHCKOW T€HETUKU:

1. W3yueHue HACICNCTBEHHOW N3MEHYNBOCTH: T€HOMHBIX, XDPOMOCOMHBIX U
TE€HHBIX MYTAIlU{ U UX POJIb B BOSHUKHOBEHUHU 3a00JI€BaHUH YEJIOBEKA

2. MHccnemoBaHre MEXaHH3MOB Pa3BUTHS U OCOOCHHOCTH KIMHHYECKIX
NPOSIBIICHUI HACJIEICTBEHHO JETEPMUHUPOBAHHBIX 3a00JI€BaAHHIM

3. Paspabotka 3((peKTUBHBIX MEXaHU3MOB KOPPEKIIMH HACJICICTBEHHBIX OOJIe3HEH

4. TlpodwmrakTuka HaCIEICTBEHHBIX OOJIC3HEN

2. IToaxoap! K KJIacCH(PUKANNM HACTEACTBEHHBIX 00JIe3HEI.
Kinaccuduxanus 3a6oneBaHuil 4eioBeKa

1. HacnencrBeHHbie 60sIe3HU
['eneTnueckuii ¥ STUMONIOTUUECKUH (HAKTOP — MyTaIuu (TEHHBIE U
XPOMOCOMHBIE)

Poinb cpenoBeIX pakTOPOB — TONBKO B BRIPAXKEHHOCTH, BIUSET HA TCUCHUE ITUX
3a00JIeBaHH.
OeHunkeTonypus U cuHIpoM JlayHa (TpaHCIOKAMOHHBIM MEXaHU3M)

2. DBoJie3HU ¢ HACIEACTBEHHBIM PACIOI0KEHUEM MOHOTEHHOTO THIIA
Hannuue MmyTaHTHOTO TeHa.

Jist mposiBiIeHUs TeHa He0OX0AUMBI (DAKTOPBI OKPY>KAIOILEH CPEIbl
[Tagarpa (uek.opmbl) U AuadeT

3. MynbkrrdakTopuanbHbie 00JIe3HHI
HeckonbKko reHoB B cOYeTaHUM ¢ (paKTOpaMU BHEIIHEW CPEJbl.

Oxomo 90% Bcex 3aboeBaHUi YeTOBEKa.

4. Bbonesnu, o0yCIIOBICHHBIE JICHCTBUEM TOIBKO CPEIOBBIX (PAaKTOPOB
Bo3HuKkaroT ToJIbKO MO 1eWCTBHEM CPEIOBBIX (PaKTOPOB, HA TEUEHHE MOXKET
BJIMATH U TeHeTn4Yeckue Gaktopsl (TpaBMbI, 03KOTH T.1.)

3. O0mas XapaKTepUCTHKA TeHHBIX 00JIe3HEeN.
['ennbie Oone3HM - 3TO rpyIIa 3a00JIeBaHM, 00YCIOBIEHHBIX MyTallUsIMU Ha TEHHOM
YPOBHE.
Yacrora 1-2%
OcobeHHocrtu:
- 3TUOJIOTHYECKUH (DaKTOP EUCTBYET MOCTOSHHO;
- MYTAHTHBIN I'€H CTOMKO MEPENACTCS U3 MOKOJIEHUS B IOKOJIEHUE;
- TMaTOTeHE3 FeHHBIX 00JIE3HEN MOXKET OBITH O0YCIIOBJICH:

e CHHTE30M aHOMAaJIbHOI'O OeJIKa;

 U30BITKOM MPOAYKTA IeHa;

e HEJOCTAaTKOM WJIH OTCYTCTBHEM MPOIYKTA;

¢ KOJIMYECTBO MPOAYKTA JOCTATOYHO, HO HAPYIIEHA €r0 aKTUBHOCTb.

DEeHWIKETOHY U
Cunnpom Mapdana
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4. Tunbl HacJIe0BaHUS TeHHBIX 0oJie3Heil. [Ipumepsl.

BoJie3Hu ¢ ayTOCOMHO-TOMMHAHTHBIM THIIOM
HACJIeIOBAHMS XapaKTEPU3YIOTCSI TEM, YTO JIJISl UX PA3BUTHUS JOCTATOYHO
yHacJIe0BaTh MyTaHTHBIN ajielb OT OHOTO ponutens. J{is GoapImmHCTBa O0Ie3Hen
ATOTO THIA XapaKTEPHBI TAKUE MATOJIOTHYECKUE COCTOSIHUS, KOTOPhIE HE HAHOCAT
CEPBE3HOTO yIepOa 310POBBIO YEIOBEKA U B OONBIIIMHCTBE CIIyYacB HE BIUSIOT HA
€ro CroCOOHOCTh UMEThH MTOTOMCTBO.

BoJie3Hu ¢ ayT0COMHO-pelieCCUBHBIM THIIOM HACJIEI0BAHMSI TIPOSIBIISIOTCS Y
JIUI TOJIBKO B TOMO3UTOTHOM COCTOSIHUU. [ €TepO3UTOThl (PEHOTUITNYECKU
(KIMHUYECKU) HE OTIIMYAIOTCS OT 37I0POBBIX JIHUI] C IByMSI HOPMAaJIbHBIMH QJIJIEIISIMHU.

Bouse3nu ¢ X-cuenjieHHbIM JOMUHAHTHBIM TUIIOM HACJI€I0BAHUS.
Oco0eHHOCTH Hacaen0BaHus 3TUX Oose3Hel 00yCIIOBIEHBI TEM, YTO Y KEHIIUH
UMeEITCA 2 X-XpOMOCOMBI, a Y Myk4uuH — 1 X-xpomocoma. CinegoBaresbHo,
YKEHII[MHA, YHACJIE0BAaB OT OJHOTO U3 POJUTEINCH MaTOJIOTHYECKUN aJliellb, SIBISETCS
TreTEPO3UTOTHOM, a MY>KUNHA — TEMU3UTOTHBIM.

Bousie3nu ¢ X-cuenjieHHbIM penecCHBHBIM THIIOM
HACJIeIOBAHMS BCTPEUAIOTCS peaKo. [Ipy ATOM >KEHIIMHBI MPAKTUYECKH BCET/ia
TeTePO3UTOTHBI, T.€. (HEHOTUIMTUYECCKA HOPMAJILHBI (3JI0POBBI) U SBJISIOTCS
HOCUTEJISIMU. BOTbHBIMU OBIBAIOT TOJIBKO MY>KUYMHBI. XapaKTePHbIE 0COOCHHOCTH
OoJie3HeN ATOTO TUIA PA3IUYHBI B 3aBUCUMOCTH OT HApYIICHUS PEMPOTYKIIUH.

Y-cuenJieHHbI THI HACJIeA0BaHudA. /JTMTENbHOE BpEMs MOJIarajiv, 4ro Y-
XpPOMOCOMa COJIEPKUT TOJIBKO T€TepOXPOMAaTUBHBIE yuacTku (0e3 reHoB). Hosefiue
UCCIIEOBaHUS MMO3BOJIMIIM OOHAPYKUThH U JIOKAJIM30BATh PsiJi TEHOB B Y-XpOMOCOME,
T'eH, IETePMUHUPYIOIINI pa3BUTHE CEMEHHUKOB, OTBEUAIOIIUI 3a CIIEPMAaTOreHE3
(pakTop azoocnepmMum), KOHTPOIUPYIOUTUH HUHTEHCUBHOCTD POCTa Tela,
KOHEUHOCTEH 1 3y00B U Jip. OBOJOCEHHE YITHON PAaKOBUHBI KOHTPOJIUPYETCS TEHOM,
pacIoNOoXEHHBIM B Y-XxpoMocome. Ha 3ToM npu3Hake MOKHO BUJIETh XapaKTEPHbIE
4yepThl Y-CHEIUVIEHHOTO Tuna nepenaud. [IprusHak nepenaercs BCEM MalbduKaM.
EcTecTBeHHO, 4TO MaTOJOTUUYECKHUE MYyTalluH, 3aTparuBaroiime GopMUpoBaHUe
CEMEHHUKOB WJIU CIIEpMaTOreHe3, He MOTYT HacClIeJOBaThCA, IOTOMY YTO 3TH
WHJVBU/IbI CTEPUIIBHBI.

Jsi MUTOXOHAPUATBLHOU HACJIEACTBEHHOCTH XapaKTEPHbI CIEAYIOIINE
MpU3HaKK (HEOOXOIUMO MOMHHUTb, YTO MUTOXOHJIPUHU MEPEIAIOTCS C IUTOIIa3MOM
OBOIIUTOB; CIIEPMUU HE UMEIOT MUTOXOHJPHUH, TOCKOJIBKY IIUTOILIa3Ma
ANMUMUHUPYETCS TIPU CO3PEBAHUH MYKCKUX TOJIOBBIX KJIETOK): *00JIe3Hb MepeaeTcs
TOJIBKO OT Marepu; *00JIbHBI U JICBOUKH, U MAJTBYUKH; *O0JbHBIC OTIIbI HE MEPEIAt0T
00JIE3HU HU JJOUYEPSIM, HU CHIHOBBSIM.

5. PaccMoTpuTe Ha npuMepe U3BeCTHbIX Bam reHHbIX 00J1e3Hell MeXaHU3MBbI UX
pa3BUTHS.
MexaHu3m 3apoxKACHUS U pa3BUTHS (DEHUIIKETOHYPUH CBSA3aH C HAPYIICHHEM OOMEeHa
OpPraHUYECKOTO COCTMHEHUSI — aMUHOKUCIIOTHI peHunasannaa. Merabonmdyeckuit
OJIOK TIPETATCTBYET MpeoOpa3oBaHnio (PeHIITaIaHWHA B TUPO3UH. AMUHOKHCIIOTA HE
TOJILKO HE MPeoOpaszyeTcs, a HAKAIUTMBACTCS B BUJIE TOKCUYHBIX METAOOIUTOB:

*  (eHUIMOIOUHAS KUCIIOTA,;

*  (peHWIMUPOBUHOTPAIHAS KUCIIOTA;
*  (beHWIYKCYCHAas KUCIIOTA;

*  (peHMIITHIAMUH U TIpOYEE.
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Ckortenne (peHUI-BeIeCTB OKa3bIBaeT Tokcuueckoe Aeiicterue Ha [[HC. B
HACTOAIIMN MOMEHT MEXaHU3M €1l A0 KOHI[a HE U3y4YeH, BpayaM HE U3BECTEH
MaToreHe3 JUC(pyHKIMHU TOJJOBHOTO MO3ra.
Cy11ecTBYIOT NPEATION0KEHUS, YTO IOPAKEHUE HEPBHOW CHCTEMBI SIBISAETCS
pe3yabTaroM psiia paktopoB. Cpenn HUX Kak MPSIMOE TOKCUYECKOTO BO3IEHCTBHE
(deHmnanannHa, Tak ¥ HapyleHne ooMeHa OeIKOB, JIUMTOMPOTEUIOB U
[JIMKOTIPOTEHI0B, COOM TOPMOHAIBHOTO METa00IM3Ma U MEMOPAHHOTO TPAHCIIOPTA
aMUHOKHUCIIOT. Bece 3T0 B KOMILIEKCE UMEET BaKHOE 3HaYEHHE JIJIsl CO3PEBAHUS U
npaBuibHOrO QyHkmonuposanus [IHC.
6. O0masi xapaKTepuCcTHKA XPOMOCOMHBIX 00J1e3HEN.

XpoMocomHbIe 00J1e3HU - O0IbIIAs TPYIINA BPOXKIEHHBIX 3a001eBaHUN
00yCIIOBIEHHBIX U3MEHEHUEM CTPYKTYPBI OTAEIBHBIX XPOMOCOM I UX KOJIMYECTBA
B KAPUOTHIIE U XapAKTEPU3YIOIIHUXCS MHOKECTBEHHBIMU ITOPOKAMU pa3BuTus. JBa
pPa3HbIX TUIIA MyTalUN (XpPOMOCOMHBIE M TEHOMHBIE) COCTABJISIOIIMUX OCHOBY 3THX
3a0oneBaHuil OOBEINHSIIOT MOHATHEM "XpOMOCOMHBIE aHOMauK'". JlaHHOoe
HarpapjeHUE B MEAUIIMHE BKIIIOYAET B c€0s1 HE TOJIBKO XPOMOCOMHBIE O0JIE3HU, HO U
BHYTPUYTPOOHYIO MMAaTOJOTHIO (CIIOHTAHHBIE a00PTHI, BHIKUBIILN), & TAKXKE
COMaTHYECKYIO MaTOJIOTUIO (JIEUKO3bI, TyueBasi 00JI€3Hb).

I'eHoMHBIe MyTaUMU IPUBOJAT B OOJIBIIMHCTBE K JieTalibHOMY Hucxomay. 40%
CIIOHTaHHBIX a0OPTOB.

XpoOMOCOMHBIE MYTALIMH BO3HUKAIOT B COMaTHYECKUX KJIETKAX, B MOJIOBBIX —
B IIPOLIECCE PA3BUTHA.
Cpenu netel ¢ BpOXKIACHHBIM ITOPOKOM pa3BUTHUsI OKOJIO 35-40% cocTaBisiiOT
XPOMOCOMHBIE MyTaIUH.
Oo0111ee — 3aTparuBaroT BCE CUCTEMbI OPTaHNU3MOB.
I'eHoMHBIE MyTaIK 00YCIOBIEHBI aHOMAJIBHBIM YHCIIOM XPOMOCOM:
- HapyIlIEeHHE Yuciia ayTocoM (cuHapoM JlayHa)
-yBEJIMUYEHUE WIIM YMEHBLICHHUE MOJIOBBIX XpoMocoM ( cunipoM KnaitHdensrepa
XXV, Hlepmesckoro-Tepaepa XO0).
XPpOMOCOMHBIE MyTallud 00YCIIOBJIEHBI HAPYIIEHUEM CTPYKTYPBI: TPAHCIOKAIUU
XpOMOCOM, UHBEPCHS.

7. llepeuncauTe BUIbI XPOMOCOMHBIX M TEHOMHBIX MyTALMd.
XpOMOCOMHBIE MyTalluU
OTO U3MEHEHNUs CTPYKTYphl XpoMocoM. [lepecTpoiiku MOT'YyT OCYIIECTBIIATHCS KaK B
npeenaax OAHONM XpOMOCOMBI — BHYTPUXPOMOCOMHBIE MyTalUH (JEeLus,
WHBEpCUs, YTUIMKALMS, HHCEPLHUs), TAK U MEKIYy XpPOMOCOMaMHu —
MEKXPOMOCOMHBIE MyTallH (TPAHCIOKALIHSA).
Jlenenust — yTpara y4yacTka XpoMOCOMBI (2);
WHBEpCHUs — MOBOPOT yyacTka xpoMocoMsl Ha 180° (4, 5);
JYTIIIUKALUS — YIBOEHUE OTHOTO U TOTO k€ y4acTKa XpoMocoMmbl (3);
MHCEPIUs — MepecTaHoBKa yyacTka (6).
Tpancnokalus — NepeHoC y4acTKa OJHOM XPOMOCOMBI UJIH 1IEJI0M XPOMOCOMBI Ha
JIPYTYIO XPOMOCOMY.
3a0oneBaHus, NPUYUHON KOTOPBIX SBIISIOTCS XPOMOCOMHBIE MYTAlIMH, OTHOCSITCS K
KaTeropuu XpoMOCOMHBIX Oose3neit. K Takum 3a0o1eBaHUSAM OTHOCSITCS CHHIIPOM
«KpuKa Kok (46, Sp-), TpaHCIOKAIIMOHHBIN BapuaHT cuHapoma JlayHa (46, 21
t2121) u ap.
I'eHOMHBIE MyTaIK
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I'eHOMHOM MyTalMeEN Ha3bIBAETCA NU3MEHEHHE YK CIIa XPOMOCOM. | €HOMHBIE MyTaluu
BO3HUKAIOT B PE3y/IbTaTe HAPYLIEHUSI HOPMAJILHOTO X0J]a MUTO3a WJIM MEeio03a.
[anmoniyst — yMEHBIIIEHNE YHCIIa TTOJTHBIX TaIUIOUTHBIX HA0OPOB XPOMOCOM.
[Tonummonansi — yBeJIUYEHUE YHCIIa MOJHBIX TAIUIOUTHBIX HA0OPOB XPOMOCOM:
TpUILIOUBI (3n), TETparmaonasl (4n) u T.1.
I'erepormionus (aHEeyIIOUIMS ) — HEKPATHOE YBEJIUUYECHHUE WIIM YMEHbBIIICHUE YHCIIa
xpomocoM. Yaiiie Bcero HaOM0aaeTcss yMEHBIIICHUE HIIA YBEIMYECHHUE YnCia
XpPOMOCOM Ha OJIHY (pexke JBe u OoJee).
HawnbOosnee BepoSITHON MPUUMHON TETEPOIUIONIUU SBISETCA HEPACXOKIECHUE KAKO-
1100 Tapbl TOMOJIOTUYHBIX XPOMOCOM BO BpeMs M€i03a y KOro-To u3 poauresnei. B
ATOM CJIy4ae OJiHa U3 00Pa30BABIIMXCS FAMET COACPKUT HA OJHY XPOMOCOMY
MEHbIIIE, a Ipyras — Ha oJlHy Oounblue. CliisgHHe TAKUX FaMeT ¢ HOPMaJIbHOM
rariouHONM raMeTO| MPHU OTUIOIOTBOPEHUU MTPUBOIUT K 0OPA30BAHUIO 3UTOTHI C
MEHBILIUM WM OOJIBIIUM YUCIOM XPOMOCOM [0 CPABHEHUIO C JUTUIOUHBIM
Ha0OpPOM, XapaKTEPHBIM JJIsl JAHHOTO BUJA: HyJlecoMmus (2n - 2),MoHOCcOMUS (2n -
1), Tpucomus (2n + 1), rerpacomust (2n + 2) u T.A.
8. Paccmorpute n3BecTHbie Bam XpoMocoMHBbIe CHHAPOMBI.

Cunnpom [layna (47XX / 47XVY) 21+
1866 anrn Bpau JlayH
1959 JlexeH — yCTaHOBWII IUTOTEHETUYECKYIO IPUPOTY
Yacrorta 1:700 — 1:800 pomos, cooTHomeHne M/x 1:1
Onun u3 dakTopoB — Bo3zpacT marepu. Crapiie 45 neT — BEpOSITHOCTh YBEIIUYUBACTCS
(1:12)
[IprunHsL:

*  95% - (kmaccuueckuit) Tpucomus mo 21 xpomocome

* 3% - Tpanciokarnus 21-it XxpoMocoMbl Ha Japyryto (darie Ha 18-10)

* 2% - MO3auIU3M — MyTallM1 HE B TaMETE, & HA CTaJANH 3UTOTHI
Knnanueckue nposBieHus:

*  90% 1mI0CKO€ JIUIIO *  60% nopoku cepaua

*  80% CKOILIEHHBII 3aTHIJIOK *  40% KOpOTKHUI HOC C IIUPOKOH

*  80% KocCbI€ MIa3HbIEC 1IEIIH TUIOTHOM TIEPEHOCULIEHT

*  80% snukaH] (HaBHCAIOIIIEE BEKO) *  40% menkue neopMHUpOBaHHbBIC

*  70% KOpOTKHE KOHEYHOCTH YA

*  65% MOMYOTKPBITHIN POT C *  40% xapakrepHas nonepeyHas
OOJIBIIIMM BBICYHYTBIM SI3LIKOM CKJIAJIKa Ha JIaJIOHU

*  67% NOpoOKH MOYEIOIOBOM * ok 30% kocsie riaza
CHUCTEMBI * 8% NOpPOKM KUILIEYHUKA

Puck nosiBneHus JaHHOTO 3a00J1€BaHU JIJIsl TOTOMCTBA — TPAHCIOKALIMS U
MO3aULIHA3M.

Tpucomus no HacIeACTBY HE IepeaeTcs

[Tpumepno B 60% ciyuyaeB TpucoMust 21 siBisieTcss IpUUUHON THOEIH M10/1a, OKOJIO
30% poauBLINXCS YMUPAET HA IEPBOM IOy KU3HHU.

[TpomomxuTenbHOCTH ku3HU OK 30 set (6nmarogaps COBPEMEHHON MEIUIIMHE), PaHee
— 1o 20-25 net

Cpenu apyrux ayTOCOMHBIX TPUCOMUIN U3BECTHBI TpUCOMUU 1O 13-i1 XpoMocome —
Cunopom Ilamay, a Taxxe no 18-it xpoMmocome — cunopom J0eapoca, Ipyu KOTOPBIX
KHU3HECIIOCOOHOCTh HOBOPOXKICHHBIX pe3K0 CHIKeHA. OHM THOHYT B TEpPBbIC

MECSIIbI JKU3HU M3-3a MHOXKECTBCHHBIX ITOPOKOB Pa3BUTHS.
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JloCTaToOYHO YacTo y YeJI0BEKa BCTPEUAIOTCS AHIVIIOUOUU NO NOTOBLIM XPOMOCOMAM.
B omiiruue ot aH3ymIIouAnM Mo ayTocoMaM JIe(PeKThl YMCTBEHHOTO Pa3BUTHUS Y
OOJIbHBIX BBIPAKEHBI HE CTOJIb OTYETIIMBO, Y MHOTHX OHO B TIPEJIesiax HOPMBI, a
MHOTI/IA 1aXKe BBILIE CpeiHero. BMmecre ¢ TeM y HUX MOCTOSIHHO HaOMI0JatoTCs
HapyLICHHS Pa3BUTHSA MTOJIOBBIX OPraHOB M TOPMOHO3aBUCUMOTO pocTa Teia. Pexe
BCTPEYAIOTCS IOPOKU Pa3BUTHS IPYTUX cucTeM. OTHOCHTENIBHO OJaronpHsTHbIE
IIOCJIEACTBUS YBEJIIMUEHUS Yncia X-XpOMOCOM, BUIUMO, CBA3AHBI C BOZMOXKHOCTBIO
KOMITEHCAIIMH J103bl COOTBETCTBYIOLIMX I'€HOB OJ1aroiapsi €CTeCTBEHHOM
T€HETUYECKOM MHAKTUBALMH 3TUX XPOMOCOM, & TAKKE MO3AMYHOMY XAPAKTEPY TAKOU
WHAKTHBALIMH.

Cunapom Knaitndensrepa (347,XXY)
BceTpeuaercst Tonbko y MmykuuH ¢ yactoroi 1:500 — 1:750
1942 — BnepBbie onucax
1959 — ycraHoBi€Ha HUTOTEHETUYECKAS IPUPOIA
[Ipu3naku:
*  Breicokuit poct
*  CHWXEHHE YPOBHS TECTOCTEPOHA
* IloBbIlIEHHBIN YPOBEHb TOHANOTPOIIMHA
* T'uHexomacTusi — pa3BUTUE MOJIOYHBIX KEJE3 MO KEHCKOMY THUITY
» Jlerenepauusi cCEeMEHHBIX KaHAJIbLIEB, OECIIIOAUE
* CHMXEHHE YMCTBEHHON aKTUBHOCTH

Cunapom IlepereBckoro-Tepuepa (947,X0)
Bcerpeuaercst Tonbko y skeHimuH ¢ yactotoit 1:1000 — 1:5000
Onucan B 1925 lepemesckuid, yepes 5 net Tepuep
1959 — ycraHOoBi€HAa IUTOTEHETUYECKAS IPUPOIA
[Ipu3naku:
*  Hwuskuii pocr
e l3MeHeHUs B CTPOCHUM TPYJHOMN KIETKH
* KpeuioBugHas ckiajika Ha 1miee
* Henopa3BUTOCTH MOJOBBIX OPraHOB (MEPBUYHBIX U BTOPUYHBIX )
*  MoxeT ObITh OJIHOE OTCYTCTBUE TOHA
* IlepBuuHas ameHopes (OTCYTCTBUE MEHCTpYyalnid)
* becnmonue
* Ilopoku pa3BuTHs ITOYEK U cepALa
Tpucomust XXX (TOJIBKO dKEHIIUHBI)
Hopwmanbhbl, ciocoOHbI k aetopoxaeHuto (70%), y HEKOTOPBIX TICUXHUUECKUE U
TOPMOHAJIBHBIE U3MEHEHHUS

CuHIpPOM KOIIAYbero KpUKa (Jesenusi KOpoTKOro mieda 5-if XpoMOCOMBI)
» HabGmionaercs cpasy mocie pokaeHus
* Huskasg Macca Tena npy poxkIeHun
* OOuee ¥ YMCTBEHHOE OTCTaBaHUE B PA3BUTHU
*  JIyHOOOpa3HOE JHIIO C IIUPOKO PACCTABICHHBIMH IJIa3aMU
*  XapakTepHbIN TUTa4y peOeHKa, HATOMUHAIOIINI KOIIaube MAyKaHHUE, TPUIHHON
KOTOPOTO SIBISIETCS] HEAOPA3BUTHE TOPTAHU
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9. ITonsaTHe 0 MYJIbTH(PAKTOPHATBHBIX 00JI€3HAX.
Mynemughaxmopuanvrvle 3a601e8anus, v OOJIE3HU C HACIEACTBEHHBIM
npeapacnoiiokenruemM. K HUM OTHOCUTCS OoJibIlasi Tpyma pacpoCTPaHEHHbBIX
3a00sieBaHMi, 0COOCHHO OOJIE3HH 3PENIOT0 M MPEKJIOHHOTO BO3pacTa, TAKUE, KakK
rUNepTOHNYECcKas 00Je3Hb, HIlIeMUYecKasi 00JIe3Hb cep/lla, A3BeHHas 00JIe3Hb
KETy/IKa U ABEHAIIATUIIEPCTHOU KUIIKU U T.11. [I[pruunHHbIMU pakTOpamMu ux
Pa3BUTHS BBICTYIAIOT HEOIATONPUATHEIE BO3ACHCTBIUS CPEJIbl, OHAKO pean3alus
3TUX BO3JECHUCTBUM 3aBUCUT OT FT€HETUYECKON KOHCTUTYLIMH, OIIPEIEIISIOIIEH
MPEAPACTIONOKEHHOCTh oprann3mMa. COOTHOCUTENbHAS POJIb HACIEACTBEHHOCTH U
Cpellbl B pa3BUTUHU Pa3HbIX 00JIe3HEHN C HACIEACTBEHHBIM MPEIPACTIOI0KECHUEM
HEOJIMHAKOBA.

JIuie HeMHOTHE (POPMBI TATOJIOTUN O0YCTIOBIEHBI UCKIIOUUNETLHO B030eUCEUeM
G axmopos cpedbi—TpaBMa, 00T, 00MOpokeHue, 0co00 omacHbie nHpekuu. Ho u
pH 3TUX PopMax MaToJOTMH TEUCHUE U UCXO]T 3a00JI€BaHMS B 3HAUUTEIbHON
CTETICHU OTPECIISIOTCS TCHETHUSCKUMU (haKTOpamu.

10. Ilepeuncanre HauboIEeEe pacIpoOCTPAHEHHbIE MYJIbTH(PAKTOPHAJIbHbIEC
00J1€3HU M PACCMOTPHUTE POJib FeHETHYECKUX U CPEeIOBbIX (DAKTOPOB B UX
BO3HUKHOBEHHMU.

BponxuaabHas actMa PacnpocTpaHeHHOCTH - OT 4 110 8% cpeau BCero HaceneHus,

B JieTckoi nonyssuu - 10 10%. bponxuanbHas acTMa - 3a0071€eBaHNE, B OCHOBE
KOTOPOTO JISKUT XPOHUYECKOE AJJIEPTUUECKOE BOCIalieHne OPOHXOB,
CONPOBOXIAIOIIEECS X TUIEPPEAKTUBHOCTHIO U IEPUOINYECKN BOZHUKAIOIUMU
MPUCTYTIaMU 3aTPYTHEHHOTO JIBIXaHUS WU YAYIbs B PE3yJbTaTe pacipoCTpaHEHHON
OpoHXHATBHON OOCTPYKLINHU, O0YCIOBICHHON OPOHXOKOHCTPUKIIHEH,
TUTIEPCEKPEINel CIN3U, OTEKOM CTeHKH OpoHXOB. OCHOBHBIE ITpeIpacoiararonue
(baKTOpHI - aTOMUS U TUIIEPPEAKTUBHOCTh OPOHXOB - TEHETUYECKHU 00YCIIOBJICHBI.
[Tocnennue nanHble CBUACTENBCTBYIOT O TOM, YTO TPHU PYIIIbI IPU3HAKOB (YPOBEHD
cnernupuueckoro IgE, yposens obmiero IgE u nannune 6ponxuanbHOM
TUTIEPPEAKTUBHOCTU) HACIEAYIOTCS HE3aBUCHUMO JPYT OT Jpyra. [ eHsl,
Mpenonpenemsomue MpoayKiuio cienuduieckux IgE, mokanmn3oBanbl Ha KOPOTKOM
wieue 11 xpomocomsr (11q13), ces3ansl ¢ amnensmu 11 knacca HLA. Koatposnb
6azanpHOrO ypoBHs oduiero IgE ocymecteusiercs kiiactepoM reHoB AJIMHHOTO Tiedya
5 xpomocomsl (5q31.1). BponxuanbHas runeppeakTUBHOCTD CBsI3aHA €
TeHeTHYECKUMU Mapkepamu Toro xe cermenta (5q31.1- q33). Ha atoMm xe yuyacTke
pacnosyio’keHbl reHbl HHTepaekuHoB (IL-4,IL- 9 u np.), akTUBUPYIOIIUX TyYHbIE
KJIETKH, TeH, Koaupyromwmii [2)2-aapenopenentop. Kampli n3 reHETHYECKHX
(bakTOpOB MPEAPACIIONIOKEHHOCTH MOBBIIIAET BEPOSTHOCTH 3a00JIEBaHUS aCTMOH, a
UX KOMOUHAIUS IPUBOAUT K BHICOKOMY PUCKY peasiu3aliuu O0JIE3HH MpU
MUHHUMAJILHOM y4acTuu (haKTOpOB BHENIHEH cpepl. Hanbomnee 3HaunMbIe U3 HUX -
MaTOJIOTHYECKOE T€YEHUE BHYTPUYTPOOHOTO NIEPHOA, HETOHOIEHHOCTD,
HEepalMoHaJIbHOE MUTaHUE, MOJUTIOTaHThI ¥ TabauHbli A6iM, OPBU. Yacto BA
COUETAETCS C aTOMMYECKUM JICPMATUTOM, OCHOBHBIM MPEAPACTIOIAratoIiuM
(haKkTOpOM KOTOPOTO TakKe SBJsieTCs aTonus. PUCK pa3BUTHS aTOMMMYECKOTO
3aboseBanus y neren (He3aBucuMo ot Gopmel) coctapiset 60-80%, ecnu o0a
poauTenst OONIbHBI /WA UMEIOT OTATOIIEHHYIO HACIEACTBEHHOCTh; 10 50% u BhIIIE -
1o TuHuM matepu; 25-30% - 1o JTUHUM OTIIA.

11 OcHoBHBIE HANIPABJICHHS JIe4eOHOH KOPPEeKUNH HACTEACTBEHHON MATOJIOT M.
ITonxonpl K JIEUEHUIO:

* CHMIITOMaTH4Y€CKOE — KOPPEKIUs CUMIITOMOB
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*  IIaTOT€HETUYECKOE — BO3JCHCTBHE HA 3BEHBS NIaTOI€HE3a HACIIEICTBEHHBIX

3a00JIeBaHMI.
S NPUHUHUIOB:
1. orpaHnyeHue WIM UCKITIOUCHUE U3 MUIIU ONPEIeJICHHBIX BenlecTB ((heHnnaaaHuH
pu PEHUIKETOHYPHH )
n00aBJIEHNE B MUILY BEIIECTB B U30BITOYHOM KOJIMYECTBE
BO3MEILEHUE HE CUHTE3UPYEMBIX B OPraHU3ME BEIIECTB BBEACHUEM TOPMOHOB
YCUJICHHE BBIBEJICHUS U3 OPraHU3Ma OINPECIICHHbIX BEIIECTB
VCKITFOUEHUE JIEKApCTB U3 YIIOTPEOIEHUS — IS JIULL, CTPAJAOIINX MTOBBIIIEHHON
YyBCTBUTEJIBHOCTBIO K HUM
6. »sTuonoruueckue Bozaeicreue Ha JJHK

12. CymiHOCTb NPeHATAJBHON INATHOCTHKH.

B cBsi3u ¢ 0OTCYTCTBHEM B HACTOAIIEE BPEMS JEHCTBEHHBIX METOAOB JICUEHHS,
TSKEJIBIM TOPAKEHUEM 3/IOPOBbS IPU MHOTHUX HACJIE/ICTBEHHBIX 3a00JI€BAHUAX UX
paHHsA JUAarHOCTHKA JA€T BO3MOKHOCTh NPENYNPEIUTh OSBICHUE TOTOMCTBA C
HACJIEICTBEHHBIM HapYIICHUEM ITyTeM MpephIBaHUS OEPEMEHHOCTH, @ HHOT/IA HAuaTh
JiedeHre cpa3y Mnocie poxACHUs WK Jake B IPEeHATaIbHOM MEPUO/IE.
Kpome amHuMOLIEHTE3a U UCCIIEI0BaHUS KIIETOK BOPCUH XOPHOHA MPUMEHSIOT U
JpyTHE CIIOCOOBI MPEeHATATbHOM TUArHOCTUKU. JIJI1 TUarHOCTHKY TaKUX
3a00J1€BaHNM, KaK TeMOITIOOMHONATHS, UCTIOJIB3YIOT HYHKYUIO COCYO08 NI0OA C
MOJIyYEHHEM KJIETOK €r0 KPOBH.
Memoowsl pemockonuu u yibmpazgyKoesix Uccied08aHuti TO3BOIAIOT ONMPENEIATh
10J1 TUI0/Ia U HEKOTOPBIE MOPOKH €ro Pa3BUTHUS IyTEM HEMOCPEACTBEHHOTO
HaOJIFOIEHUS.
[IpenaranbHas JUarHOCTUKA JOJKHA MPOBOAUTHCA 10 20—22-i Henenu
OepeMEHHOCTH, KOT/Ia IJI0] €1ll€ HeXKU3HECTTOCOOEH MOCIIe €€ MPEPHIBAHMUSL.
[IpepsiBanne OEpeMEHHOCTH B O0JI€€ MO3IHUE CPOKU MOXKET MPUBECTH K POKIACHHUIO
KUBOTO peOeHKa 1 OBITh OMACHBIM JIJIsl opraHu3zMa Matepu. [IpepoiBanue
OEepEeMEHHOCTHU BCETia MPOBOJUTCS TOJIBKO C COITIACHS POAUTENEH.
Tak Kak MHOTME METObI IPEHATAIBHOIO 00CIEAOBAHMS TUI0/IA HE SBIISIOTCS
abCoIOTHO O€3BpEIHBIMHU, @ KPOME TOTO, OHU TPYAOEMKHU U JOPOrOCTOSIIIH,
MOKa3aHUs K TAKOMY OOCJIEI0BAHUIO JIOJKHBI ObITh 000CHOBAHHBI.
Mertoasl npeHaTaIbHON JUATHOCTUKH:

1. Tlpoceusaromniue. buoxumuaeckuii ckpuHUHT 6epemeHHBIX (I TpumecTp).
Omnpenenenue B KpoBU ypoBHs a-(eHornporenna, odmero XI', ceodbonHoro
acTpuoina (TpoiiHo# Tect). [1o 3TUM mokazaTessiM pacCUUTHIBAIOT CIAEAYIOIIUE
pucku: curapoma [layna (21+), cunapoma Sasapaca (18+), nedekToB HEPBHOIA
TpyOKH (He3apallleHrue CIMHHOMO3TOBOTO KaHalla U aHdHIledhaius)

2. Hewunpaszupuble. Y3U mmoga. OnpeaensoTcs pa3IndHble CHCTEMHBIE
3aboneBaHus. B HopMme nokazaHo 2 pa3a 3a OepeMEHHOCTb, ceiluac 4acTo
nenaroT 3 pasza

3. HuBazuBHBIE. XOpHOHOMOIICHS (BOPCHHBI XOPHUOHA), IIAIIEHTOOMOTICHS
(KyCOYKH TUTAIICHTHI), aMHUOIIEHTE3 (aMHUOTUYECKAs )KUJIKOCTD), KOPIOIEHTE3
(KpOBb M3 MYyNOBHUHBI), OMOTICHS KPOBU U MBIIIIII

13. ey 1 321a41 MEAUKO-TEeHETHYECKOT0 KOHCYJIbTHPOBAHUS.
Menuko-reHeTH4eCcKOe KOHCYIbTUPOBAHUE — BUJI CLIEUATIM3UPOBAHHOMN
MEIUIIMHCKOM ITOMOIIM HAaCEJICHUIO.

['maBHas 1esnb — NpeaynpekIeHUe poxKACHUST O0JBHOTO pedeHKa
3agaun:

NnhwN
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OTpe/ieJICHUE MPOTHO3a FTeHETUUECKUX 3a00J1eBaHU

00BsICHEHNE POAUTEIISIM B IOCTYITHOU popMeE CMBICIIa TEHETHYECKOTO PUCKA U
IIOMOIIlb B IIPUHATHU PEIICHUS O COXPAHEHUU IIJI01A

MOMOIIIb BpayaM B IIOCTAaHOBKE JAMArH03a HACIEICTBEHHBIX 3a00JI€BaHUI
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