KOHCHEKT JIEKITUIA
MO YYEBHOH JUCHHUIIINHE «CHOPTUBHASI TEHETHUKA»

Tema 1. CnopTUBHAsl TeHeTHKA KAK y4eOHAsl JUCHUILIUHA. OCHOBHbIE IOHATHS
reHeTUKH

1.1. TlpenmeT reHeTuka.

['eHeTHKa — HayKa O HACJIEICTBEHHOCTU U U3MEHYUBOCTH.

HacnencTBeHHOCTh 3akiIO4aeTcsi B CIIOCOOHOCTH JKHMBBIX OPTaHM3MOB IEpeIaBaTh
CBOM IMPU3HAKU CJIEAYIOIIUM IOKOJECHUSM. B NpOTHBOIOI0KHOCTEITOMY H3MEHUYHMBOCTH
CBs3aHa CO CIOCOOHOCTHIO M3MEHEHHS! HACIEJCTBEHHBIX NMPHU3HAKOB U UX MPOSBICHUUN B
MPOLIECCE PA3BUTHS OPTAHU3MOB.

CrnopTuBHasi T€HETMKa — 3TO OTpaciib 3HAHHUS B O0JIACTM TEHETUKH YelOBEeKa —
AHTPOITION€HETUKH U TEHETUKU Pa3BUTHSL.

['eHeTHKa 4eoBEKa U3y4aeT SIBJICHUSI HACIEACTBEHHOCTU U U3BMEHYMBOCTH Y YEJIOBEKA
Ha BCEX YPOBHSX €ro OpPraHu3alMd M CYIIECTBOBAHUS: MOJIEKYJISIPHOM, KJIETOYHOM,
OpPraHU3MEHHOM U MOMyJsUUMOHHOM. CHOPTUBHAs TEHETHMKAa Oa3upyeTrcss Ha 3aKOHax
KJIACCUYECKOU I'CHETUKHU.

1.2. OcHOBHBIE MOHSTHS T€HETUKH

YpoBHU OpraHu3aly HaCJIEACTBEHHOIO MaTepuana

Pa3znuuatror Tpu ypOBHA OpraHu3allid HACJIEICTBEHHOIO MaTepuana: T€HHBIH,
XPOMOCOMHBIM U TEHOMHBIU.

['eHHBII ypOBEHb. DJIEMEHTAPHON CTPYKTYpOM F'€HHOTO YPOBHS sIBJsieTCsl TreH. ['eHbl
OTBEUYAIOT 3a PAa3BUTHUE MNPU3HAKOB OpraHusma. HapymieHuwe CTpYKTypbl I'eéHa HU3MEHSIET
CMBICJI T€HHOM HH(pOpMAIlUU U TPUBOJUT K IMOSBJICHUIO T€HHBIX MyTaluii. B coBpeMeHHOM
MOHMMAaHUU TeH — chnenuduueckas mocienoBareabHocTh HykiaeoTuaoB B JIHK, koropas
KOJMPYET MNOJMIENTHAHYIO IOCIENOBATEIbHOCTh II0 CXEME: TPU HYKJIEOTHIA — OJHA
AMHUHOKHCJIOTA. YCTaHOBJIEHO, 4YTO €IWHUIIA, OMNPEACNSIoNias CBOMCTBA MOJMUIENTUAA
(IIUCTPOH) OTJIMYAETCS OT EIUHMIIBI PEKOMOMHAIMM W OT EIUHMIIBI MyTaluu (MYTOH).
MyTOH COOTBETCTBYET OJHOMY OCHOBaHMIO. CTPYKTypHBIE I'€HbI (3K30HBI) MPEPHIBAIOTCS
HEKOJUPYIOIIMMU TIOCIEOBATENbHOCTAMHU (MHTpOHaMu). ['eHbl CIMOCOOHBI OKa3bIBaTh
BJIMSIHHE JIPYT HA JIpyTa.

XpOMOCOMHBIN YpOBEHb. ['€Hbl pacronokeHsl B XpoMocomax. Ilpu mwuTO3€e
HACJIEACTBEHHBIM MaTepuajd PaBHOMEPHO PAaCIHpPEAENSeTCS MEXAY I0YEPHUMHU KIETKAMMU.
JunnonaHelii HAOOp XPOMOCOM, XapaKTEPHBIM JII COMATHYECKUX KIETOK OpraHu3ma
JAHHOTO BHJA, Ha3bIBaeTcs Kapuotumnom. Kapwotunm - Bumocnenu@UUHBIN MpPU3HAK,
XapaKTEPU3YIOLIUNCS OIPEICICHHBIM YUCIIOM U CTPOCHUEM XPOMOCOM.

['enHoMHBIN ypoBeHb. COBOKYIHOCTb I'€HOB, COJEPKAIIMXCS B TaluIOMJIHOM Habope
XPOMOCOM KJIETOK JJAaHHOT'O OpPraHW3Ma, Ha3bIBACTCA FeHOMOM. [Ipy MogoBOM pa3MHOKEHUU
F€HOMbl MAaTEpPUHCKOM M OTIOBCKOM KIIETOK CIMBAIOTCS, OOpa3ysi TE€HOTUII HOBOTO
opranu3Mma. Hapymienue xoma MuTO3a, MPUBOJSIIEE K M3MEHEHHIO Habopa XpOMOCOM B
KapuOTHIIC, BBI3BIBAET MOSBJICHNE T'€HOMHBIX MyTauuii. THAMBUAyanbHbIE HACIIECACTBEHHBIE
pa3niuuvs  BO3HHUKAIOT  BCJEICTBUE KOMOWHAIIMOHHOW  HM3MEHUYMBOCTH, BBI3BaHHOU
peKOMOUHAIMEN XPOMOCOM IMPU MeH03€ U OIIOA0TBOPEHUH.

HacnencrBeHHble CBOMCTBAa OpraHu3ma nepeaaroTcsl B POLECCe Pa3MHOKEHHUS.

[Ipu nos0BOM pa3sMHOKEHUH 3TO MPOUCXOUT YEPE3 MOJIOBBIC KIETKH (SMIIEKICTKU U
CIIEpPMAaTO30U/Ibl).

MarepuanbHbIMU HOCUTEIISIMU T€HETUYECKOU MH(POPMAIIUU SBJISIIOTCS TEHBI.



I'en — eauMHMIIAa HACJIEICTBEHHOCTH, ONPEIEIISAIONIasl pa3BUTHE KaKOro- JIM00 IMpU3HaKa
opraHu3mMa. ['€Hbl HaXOJATCS B ONPEIEICHHBIX XPOMOCOMAax W 3aHHMAIOT OIPENEIECHHOE
MECTO.

I'en umeer psax XapaKTEpHBIX CBOMCTB:

* JTUCKPETHOCTb JEHCTBHUSA, T.€. PA3BUTHUE PA3MYHBIX IMPU3HAKOB; KOHTPOJIHMPYETCS
Pa3HBIMHM T'€HaMU, HAXOJSAIIMMUCA B PA3JIUYHBIX JOKYCaX XPOMOCOM;

* CTaOWJIBHOCTH (IOCTOSTHCTBO) — TII€pe/laya HacleICTBEHHOW HHQOpMaluuu B HE
M3MEHSIOLEMCS BUJIE, TPU OTCYTCTBUU MYTAlIHA;

* Ta0MJIBHOCTH (HEYCTOMYMBOCTD) T€HOB, CBSI3aHA C UX CIIOCOOHOCTBHIO K MYy TAIIUsIM;

* Crienu(PUYHOCTh — KaXKJIbIi I'eH 00yCJIOBIMBAET PAa3BUTHE OINPECICHHOI0 MPU3HAKa
WU TIPU3HAKOB;

* IUIEMOTPONHUS — OJIH T€H MOKET OTBEYATh 32 HECKOJIBKO ITPU3HAKOB;

* SKCIIPECCUBHOCTh — CTENEHb BBIPAXXEHHOCTH MPU3HAKA;

* [ICHETPAHTHOCTh — YaCTOTA MIPOSIBJIEHUS T€HA CPEAUN €r0 HOCUTEIEN.

I'en mpencraBisier coboit ywactok wmoiekynasl JIHK, Ha koTopoM 3akommpoBaHa
MH(pOpMaLUs O CHHTE3€E ONPEEICHHOro OeKa.

Oransl epenayn MHPOPMAaIIIH:

I'en (yuactok monekyinbl JIHK) — u-PHK — cunres 6enka (hepmenra) —
OMOXMMUYECKas peaklysi — MPU3HAK — YCIOBHS CPEIbI

[IpuzHak — a106as 0COOEHHOCTh OpPraHU3Ma, KOTOpas MPEAAECTCS OT POIUTENEH IETAM.
Hampumep, poct, Bec, uBeT a3, Bojioc, Gopma Hoca. [lpuszHaku GopmupyroTCs MOJ
JIEUCTBMEM TE€HOB. OJTO TPOUCXOIUT B pe3yJbTaTe psfga OUOXMMHUYECKUX pPEaAKIUH,
NPOTEKAIOIIMX B OMPEIEICHHBIX YCIOBHUSX Cpeibl, 00OyCIIaBIMBAIOUIUX XapakTep oOMeHa
BEILECTB U PAa3BUTUE ONPEACIICHHBIX NPU3HAKOB. OJIMH T'€H, ONPENEAIOIMNN KaKOW-TO 3Tan
pPa3BUTHS TKAaHU WM OPraHa, MOKET BIUATHh HE HA OJIUH, 4 HECKOJIBKO TPU3HAKOB, MPOSBIISISA
MIPU ATOM TUIEHOTPOIHOE JieicTBHUE. BOMBITMHCTBO MPU3HAKOB 3aBUCUT OT (DYHKIIMA MHOTHUX
I'€HOB, T.€. HACJIEAYIOTCS ITOJIUT€HHO.

@eHOTUII — COBOKYNHOCTh BHEIIHMX NPU3HAKOB OpraHu3Ma Ha JAaHHOM JTale
OHTOIr€He3a, OOYCIIOBJIEHHBIX T'€HOTHIIOM M (POPMHUPYIOLIUMXCS IOJ BIMSHUEM BHEUIHEH
cpenbl. Bce npusHaku opraHu3Ma CBsI3aHbl C OOMEHOM BEIIECTB U B KOHEYHOM CYETE UM
omnpenensitorca. B cBowo odepenb, MeTabO0IM3M KOHTPOJHMPYIOT pa3iudHble OCNKu-
(epMEHTBHI.

Hopma peakuuu - tnanazoH U3MEHEHUH, B MPEIENIax KOTOPOTO OJUH U TOT K€ T€HOTHII
Croco0eH AaBaTh pa3IMYHbIe (PEHOTHUIIBI MO BIUSIHUEM YCIOBUN BHELIHEN CPEJibl.

[Ipy3Haku MOTYT UMETh Y3KYIO U IIMPOKYIO HOpMY peakiuu. OHM TakKe AENSITCS Ha
Mopdonornyeckue, GU3NOIOTHUECKIE U ONOXUMHUYECKUE.

[Ipuznaku MoryT OBITH marojorudeckuMu. [IposiBIeHuE pa3audHbIX NATOJOTHH Y
NOTOMKOB 3aBUCUT OT THIA HACIEIOBAHHWS U YCIOBUM CpEAbl, B KOTOPOH peamusyercs
reHernyeckas uHpopmanus. CymiecTByeT OoJiblasi rpyIina HacleACTBEHHBIX 3a00IeBaHMIT,
NpPU3HAKUW KOTOPBIX MPOSBIAIOTCS HE TMPU POXKICHUHM, a B 0Oojee 3pelioM Bo3pacTe
(Hampumep, aTepPOCKIEPO3).

Bo3HukHOBeHME 3TUX 3a00sieBaHU I CBSA3aHO c HACJIEICTBEHHON
IIPEAPACIIONIOKEHHOCTEIO K HUM. lIpenpacnonoxenne nposiBiaseTcs B M3MEHEHMM HOPMBI
peakluy OpraHu3Ma Ha IeCcTBUE (PaKTOPOB BHEIIHEHN CpPEIb.

CrpyKkTypHas opraHu3aius XpOMOCOM.



1. Tlapa TOMOJIOTMYHBIX XPOMOCOM — 3TO XPOMOCOMBI, WMEIOIINE OJHMHAKOBYIO
JUIMHY, IIEHTPOMEPHI KOTOPBIX PACIOJIOKEHBI B OJMHAKOBBIX TMO3UIUSIX U KOTOPHIE
MEPEHOCAT OJHU U T€ ke TeHbl. OHa U3 HUX OTIIOBCKAs, a Apyras MaTEPHHCKASI.

2. Jlokyc — MECTOMOJIOKEHUE KOHKPETHOrO reHa B XpoMocome. OHO NOCTOSHHO,
MOET MEHSTHCS TOJBKO B CITydae MyTalliy TUIA TPAHCIOKAIIUN W HHBEPCHH.

3. Amnenu (ayutenoMopdbl)— albTepHATHUBHbIE (POPMBI OJHOTO W TOTO K€ TEHA.
XpoMocoMa MOXET COJIepP)KaTh TOJBKO OJIMH ajulellb Kakoro-nmmbo reHa. HekoTopwie reHsbl
MOTYT UMETh MHOXXCCTBEHHBIC aJIJICJIM, HAIPUMEpP, T'€HbI, KOTOPBIC OMPEACISIOT TPYIITY
KpPOBH YEJIOBEKA.

4. T'OMO3UTOTHOE COCTOSIHHE O3HAuYaeT, YTO OJHHU U T€ )K€ aJUICIH MPUCYTCTBYIOT B
o0eux xpomocomax. [[Jiss MHOTHX T€HOB OJIMH aJlieNb SIBISETCS JOMHHAHTHBIM (IIPOSIBIISCT
OOJBIIYI0 SKCIPECCUBHOCTH), a JPYrol pelecCUBHBIM. [IpHHATO JOMHUHAHTHBIC AaJlICIH

o003HauaTh 3arjlaBHbIMU OykBamu (Hampumep, D), a pereccuBHble — TeMe Ke, HO
CTpOYHBIMH OyKBamu (Hampumep, d).
5. T'eTepo3uroTHoe COCTOSTHUE — CYIIECTBOBAHUE JIBYX aJlbTEPHATHUBHBIX ajlienei

OJIHOTO U TOTO K€ I'eHa B JIBYX XpOMOCOMax roMoJIornyHoil mapel. Korga oqun u3 amieneit
JOMUHUPYET HaJ OPYyTHM, TOJHKO JIOMHUHAHTHas ¢opma OyJeT BbIpaxkeHa B (DEHOTHUTIC
(COBOKYIHOCTH TIpH3HAKOB MHAMBUAYyMa). [IBa renotuna HH u Hh Oyayr naBath onuH n
TOT k€ ()EHOTHII.

1.3. Cucrema o003HaueHU M

P - poautenbckoe nmokoaeHue (OT aat. parents — poaurenu).

3nakoM X — 0003HAYAIOT CKPEIIUBaHUE.

[Ipu HanucaHuM CXEMbl CKPEIIMBAHUS B T€HETUKE HA MEPBOE MECTO MPHUHSTO CTABUTH
KEHCKHH 11011, 0003Hauast cuMBOJIOM 9 (3epkanio BeHepsl), Ha BTOpOE€ — MYKCKOM 1moa &
(T 1 konbe Mapca):

[MannounHble raMeThl, B OTJIMYKE OT JUILTOUAHBIX OPTaHU3MOB, OOBOJIST KPYKKOM.

F — rubpuapl IepBOTO MOKOJICHHS TOJyYeHHBIC B pe3yibTare ckpenuBanus (ot naar. fili
— MOTOMCTBO) C MPU3HAKaMU OJHOTO U3 POIUTEIICH.

[Ipu3Hak, MPOSIBUBIIMICSA B MEPBOM TOKOJICHWU, HA3bIBAIOT JOMHMHAHTHBIM (OT JIaT.
Domine — rocrnoguH), mpuMep — XKeAThIA Topox. [Ipu3Hak, He MPOSBHUBIIUAKCA B IEPBOM
MOKOJICHUH, HAa3bIBAIOT PEICCCHMBHBIM (OT JjaT. Fecessivus — OTCTYIUICHHE), TpHUMep —
3€JIEHBIN TOPOX.

['eHbl TOMUHAHTHOTO TTPU3HAKa 0003HAYAIOT 3arIaBHOM OyKBOM — A.

['eHsbI periecCUBHOTO MpU3HaKa 0003HAYAIOT CTPOYHOM OYKBOI — a.

B 3urore Bceraa ecth JIB€ TOMOJIOTUYHBIE XPOMOCOMBI C IBYMsI aJIJIEIbHBIMU T'€HAMU,
U TEHOTUNMHYECKYI0 (opMmylly TO JIF0OOMY MpPHU3HAKYy HEOOXOIMMO 3alHChIBaTh JABYMS
oykBamu: AA, Aa, aa. ['eHbI, OTHOCSIIIMECS K a/UICIBHOM Mmape, 0003HAYAIOT OJHUMHU HIIH
Temu ke OykBamu: AA, aa, win Aa. Eciu mnapa amieneil npeacTaBi€Ha JIBYMs
JIOMUHAHTHBIMU (AA) WM AByMs pELIECCUBHBIMU (aa) r€éHaMH, TaKOM OpraHu3M Ha3bIBAIOT
TOMO3HUI'OTHBIM (OT rped. gomo — paBHbIH, Zygota — OII0IOTBOPEHHAS SIMIIEKIIETKA).

Eciv B OJTHOM U TOM K€ aJUICNIM OJINH T'€H JOMUHAHTHBIN, a IPYTrOod — PELECCUBHBIM,
TO TaKOM OpraHW3M Ha3bIBAIOT IeTePO3UTOTHHIM (OT rpey. Getero — pasusiii) — Aa.

PeuieccuBHBIN TeH MposiBIsieT ceOsl TOIBKO B TOMO3UTOTHOM COCTOSIHUM — aa, a
JIOMUHAHTHBIA T€H MOYET MPOSBIATh CBOE JNEWCTBUE KaK B TOMO3UIOTHOM — AA, Tak U B
reTEPO3UTOTHOM COCTOSIHMU — Aa.

1.4. CtpykTypa u opranu3anusi reHomMa

1.4.1. Crpykrypa JHK.



I'enernueckas nadopmarms B Mosiekyie JIHK 3anmumcana B Bujae mociie1oBaTeIbHOCTH
HYKJICOTUIHBIX OCTaTKOB, KOTOPBIE COJEPKAT OJHO M3 YETBIPEX a30THUCTBIX OCHOBAHMUI:
anennH (A) ryanun (G) murosun (C) u tumus (T). OMUH HYKICOTHIHBIH OCTATOK COCTOUT
U3 yrieBojia Je30KCHpUO03bl, ocTaTka (ocPOpHONH KHUCIOTHI U OJHOTO M3 4 a30THUCTHIX
OCHOBAHUH.

Monekyna JIHK cocrouT u3 [IByX NOJMHYKICOTHAHBIX LENEW 3aKpyYEHHBIX B
MpaBUWIbHYIO JIBOMHYIO cniupaiib. CoelMHEHHe ABYX crupayieid (LIemoYeK) OCyLIeCTBISIETCS
MpA TOMOIIM A30TUCTBIX OCHOBAHUW. COEIMHEHHWE A30TUCTBIX OCHOBAHUM HYKIJICOTHIOB
OCYILECTBIISIETCA 3a CYET BOJOPOJHBIX CBSI3€M IO MPUHIMIY KOMIUIEMEHTapHOCTH. Llenm
MMEIOT IPOTHBOMOJIOKHYIO HAMPABIECHHOCTh, aHTUIIAPAJIIEIbHBI.

Mogaens JIHK B ¢dopme perynsipHoit nBoOMHOW crnmpanu Obuia mpesiokeHa J[x.
Yorconom u @ Kpukom B 1953 romy. B1962 onum monyumnum HobGeneBckyro npeMuro 1o
dusznonorun W MeauIuHe, «3a OTKPBITUSA, KACAIOIMUECS MOJICKYJISIPHON CTPYKTYpPHI
HYKJIEMHOBBIX KUCTIOT U UX 3HAYCHUS I Nepeaur UHPOPMaIIUU B )KUBBIX CHCTEMAaX.)»

1.4.2. Pennukanus (pazmuoxenue) JJHK.

JIHK He TOmpKO KOAMPYET TeHEeTHYECKYI0 MH(OpPMAIHIO, HO U CaMOBOCIIPOU3BOIUTCS
(yaBauBaeTcsl) MpU KaxA0M KJIECTOYHOM JICJICHUHU.

Bo Bpemst KJIeTOUHOTO JieTieHus clia0ble CBSI3U MEXKY JBYMsI IEMSIMU IBOMHON criupaiu
JIHK pazpymarorcs, B pe3yiapTaTe 4ero HUTU Pa3leNAIOTCA. 3aTeéM Ha KaXIOW M3 HHUX
CTpOUTCS BTOpas «JouepHsas» (kommiementapHas) uens JIHK. B pesynsraTe sTOro
monekyna JIHK ynBamBaercs, kak U KJIETKa, U B 00EUX KJIETKaX OKa3bIBAETCS MO OJHOMN
nojHou kornuu JJHK.

Houepnue nenu JAHK pactyt Tonpko B HampaBieHuu 5’— 3°, Bceraa yjiuHsieTcs 3’-
KOHEIl 3aTpaBku, a marpuna cuutbiBaeTcs JHK-momumepasoii B HampaBienuun 3’—5°.
Takum oOpazom, cunre3 JJHK npoucxoauT HempepbhlBHO TOJBKO HA OJHOM M3 MAaTPUYHBIX
neneii. Ha Bropoit nenu JIHK cunTesupyrorcs xopotkumu dparmentamu (dhparmeHTamMu
Oka3zaku, oTkpbll uX TyHeko Okazaku).

1.4.3. 'eneTuueCKHii KO/I.

B mo0om yuactke JJHK Tonpko oxna u3 aByx Huted JIHK koaupyer aMHHOKHCIIOTHI,
IIO3TOMY KOJI — 3TO MOCJIEI0BATEIBHOCTh HYKICOTUIOB, a HE Map HYKJIEOTHIOB.

CBOMCTBA FT€HETUYECKOTO KOJIA:

1. 'eHeTnyeckuil KOJ YUTACTCS IPYNIAMU MO TPU HYKJICOTHAA, T.€. KOJI TPUILJICTHBIN.

2. Kaxnaplii TpUIUIET KOAUPYET OJAHY aMHHOKHUCIOTY. TPHUIUIET HA3bIBACTCS KOJOHOM.
Kon uutaercss HenmepekphIBAIONIUMUCS TPUILIETAMU C (PUKCUPOBAHHOM CTApTOBOM TOUKH.
HenepekppiBaHne NOApPa3yMEBAET, YTO KaXKAbId KOJOH COCTOUT U3 TPEX HYKIEOTHUIIOB U
KQKJIbIM MTOCEAYIOIIMI KOJOH IPEACTABIIEH CIAEAYOUMMHU TPEMS HYKIEOTHIAMMU.

3. T'eHernueckuii KOJl SBISETCS BBIPOKACHHBIM, B TOM CMBICJIE, YTO OJIHOM
AMHUHOKHCJIOTE MOYKET COOTBETCTBOBATh HECKOJIBKO KOJIOHOB.

4. T'eneTnueckuil KOJ YHUBEPCAJIEH, B TOM CMBICJIE, YTO OIPEACIICHHOMY KOJIOHY
COOTBETCTBYET omnpeaenenHas amuHokuciora. Hanpumep, AUG-ko10H KOoAMpyeT METUOHUH
y mo0oro opranuzma. OJHaKO MO Mepe paclupeHus Kpyra OOBEKTOB MOJICKYJISIPHOMN
FEHETUKH CTajJyd HAKAIUIMBATHCA WCKIIOYEHHS, CICIABIIME KOJ «KBa3HMYyHUKAJIbHBIM).
Kacaercs 310 pexae Bcero MUTOXOHIPUATIbHBIX T€HOMOB.

1.4.4. CtpykTypa reHoMa 4eI0BeKa.

['maBHON OCOOEHHOCTHIO TE€HETHMUECKOT0 MaTepHalia YeJOBeKa SIBISETCS M30bITOYHOE
konuuectBo JIHK. Koaupyromas yacte renoma coctaniisieT Bcero 15-20% ot Beeit [JTHK.

['enom — 310 KomyecTBOo JIHK B ramnounnnom Habope XpoMOCOM JaHHOTO BUJA.



['eHOTHI — 3TO COBOKYITHOCTh I'€HOB, UMEIOMINX (PEHOTUITUYECKOE MPOSIBICHUE.

PasznuyaroT gppakuuu B reHOMe YeoBeKa.

1. VHukanbHbl€, T.€. IPEACTABICHHBIE B OJJHOM 3K3EMILISPE.

2. IlpomexyTounble (CpeIHEYACTOTHBIE) MOBTOPBHL. IJTO  TMOCIEIOBATEIBHOCTH,

ITOBTOPSIOIIMECS JECATKU U COTHU Pa3s.

3. BHICOKOYACTOTHBIE MOBTOPHI, YUCIIO KOTOPHIX B TeHoMe goctruraet 10° kommii.

YHUKaJIbHBIE TOCIEN0BATENBHOCTH Yallle BCEro MPEICTABICHBI T€HAMM.

[IpuurHbI N30BITOYHOCTH:

1. Bonpuioii pa3mep reHoB (3a CUET HAJTU4KsI HHTPOHOB).

2. IlpucyTcTBHE MOBTOPEHHBIX IOCHEeAOBaTENbHOCTEN. I[IOBTOpSIIOTCS W TEHBI, H
HEKOJIUPYIOLINE YYACTKHU. Y 3YKapruOT HEKOTOPbIE MOCIEA0BATEIbHOCTH TOBTOPEHBI COTHU U
TBICAYU Pa3.

3.Hanuuue Oo0nbIIoro umnciaa HEKOAUPYIOUIMX IOCIEI0BAaTENbHOCTEH, YacTh U3
KOTOPBIX BBIMOJIHIET PEryIsATOPHYIO (PYHKIMIO MPU TPAHCKPUIILUH, a YaCTh - HEOOX0AUMA
JUIsL KOMIIAKTU3aluU TE€HOMA.

1.4.5. Crpykrypa resa.

[lepBuyHas CTpyKTypa T'€HOB HMMEET YydacTku, koaupyroue nponykr (PHK), u
y4acTKH, KOTOPBIE HE KOAUPYIOT HUYETO, T.€. HE COJIeP)KaT TeHETUYECKON NH(OPMALINH.

Hexoaupyromue y4acTKH IMOIY4YWIM Ha3BaHUE — MHTPOHOB, KOJIHUPYIOIIUE — DK30HOB.
Takoe pa3opBaHHOE (SK30H-MHTPOHHOE) CTPOCHHUE OKA3aJOCh XapaKTepHbIM IS
TMIOJIaBJISIONIETO OOJIBIIMHCTBA (XOTS M HE JIS BCEX) T€HOB YEI0BEKaA.

PazMepbl HMHTPOHOB 4YacTO 3HAYUTEIBHO MPEBBIIIAOT pPa3MEpPbl 3K30HOB, YTO
CYILIECTBEHHO YBEJIIMYMBAET OOLIYI0 [JIMHY HYKJICOTUIHBIX mocienoBaTtenbHocTerd JIHK,
oOpa3ytomux red. [Ipu 3ToM B reHOMe 4esloBeKa MHTPOHBI B 1IEJIOM CYIIECTBEHHO JJIMHHEE,
YEM y IPYTUX OPraHu3MOB.

WNHTpoHBI TpaHCKHMOMPYIOTCS HapaBHE ¢ 3K30Hamu, Tak 4to mnpo-mMPHK copepxkut
yUYacTKH, TPAaHCKPUOMPOBaHHBIE KaK C 9K30HOB, TaK M ¢ MHTPOHOB. B nanbHelimem B xone
MPOLIECCUHTa, Tpoucxonasmero B snape, ydactku npo-MPHK, TpanckpubupoBanHbie c
MHTPOHOB BBIPE3AIOTCS, a ObIBIIME pPa300IICHHBIMU YYacCTKH, CUMUTAHHBIE C DK30HOB,
coenuHAroTCcA. CoeAMHEHNE YYaCTKOB Ha3bIBAETCS CIUIACHHT.



Tema 2. MeToabl MCCJIEI0BAHUSA T'€HETHKH YE€JI0BEeKA

B cniopTuBHO# reHeTrnke HanOOobIIEe PACIPOCTPAHEHUE TIOTYUHIIN OJIM3HEI[OBBIH
METO/I, IIATOT€HETUYECKUIN U MOJIEKYJISIPHO-T€HETUYECKUH, KOTOphIE OYyT paCCMOTPEHbI
Hamu OoJiee moApoOHO.

1. 'eHeanoru4ecKkuii MeToxq

Mertop onupaeTcs Ha reHealloTHI0 — y4YeHHEe O POAOCIOBHBIX. Ero cyThio siBiseTcs
COCTaBJIEHUE POJOCIOBHONW W TOCIEAYIOIMI ee aHanu3. BrepBeie Takod moaxoj ObLI
MpeIokKEH aHTIMCKUM yueHbIM ®. ["anmbToHOM B 18635 T.

['eHeanoruueckuit METO/ MO3BOJISIET BBISIBUTh HACIEJCTBEHHBIN XapakTep MpU3HAKA U
ONpeNeNuTh TUN HacieAaoBaHud. Hapsiny ¢ 3TUM METOA [1aeT BO3MOXKHOCTb YCTAHOBHTH
CUEIJICHHOE HACJIEIOBAHUE, ONPENEIUTh THUI B3aUMOJACHCTBHS T€HOB U IEHETPAHTHOCTH
ajuteneid.  ['eHealormyeckuii  METOA  JIEKHUT B OCHOBE  MEAMKO-TEHETUYECKOTO
KOHCyJbTUpOBaHus. OH BKJIIOYAET JBa JTama: COCTABJIEHUE POJOCIOBHBIX U UX
TE€HEAIOTUYECKUMN aHaJIn3.

CocTaBJjieHne po0CJI0BHOIA.

COop cBenleHUI 0 CEMbE HAUMHAETCS C YEJIOBEKA, HA3bIBAEMOIO nPOOAHOOM.

OOBIYHO 3TO HOCHUTENL JAHHOTO Mpu3HaKa JleTh OJHOW pPOAUTENBCKONW Naphbl
Ha3bIBAIOTCS cruOcamu (OpaThsi-cecTphl). B OONBIIMHCTBE CTy4aeB pOAOCIOBHAS COOMpAETCs
0 OJIHOMY WJIM HECKOJbKUM TMpu3HaKaM. PoJocCliOBHasE MOXET ObITh TOJHOW WU
orpaHn4eHHon. Yem Oouibllle MOKOJEHUN MPOCIEKEHO B POJIOCIOBHOM, TEM OHA IMOJIHEE U
TEM BBIIIIE [IAHCHI HA MOJTYYE€HHUE MOJHOCThIO JOCTOBEPHBIX CBEICHUM.

COop reHernyeckod HHPOpPMALUU TMPOBOAUTCS IyTEM OMNPOCa, AHKETHPOBAHUS,
au4HOro oOcnenoBaHusi cembd. ONpoc HAaYyMHAETCS OOBIYHO C POJCTBEHHHUKOB T10
MaTEPUHCKOMN JIMHUK: 0a0yIIKU U JAEIYIIKKA MO0 MAaTePUHCKOM JIMHUHU, C YKAa3aHHEM BHYKOB,
neTer Kaxaoro peOeHka 6adyImKy U ASAYIIKH.

IIpu coctaBneHUH POAOCIOBHOW BENETCS KpaTKasl 3alKCh JTAHHBIX O KaXIOM YJIEHE
polla ¢ yKa3zaHHEM €ro poOJICTBa MO OTHOMICHWIO K mpoOaHmy. OOBIYHO YyKa3bIBAOTCS:
dbamMunms, UM U OTYECTBO, JlaTa POXKIEHUS W CMEPTH, BO3PACT, HAIMOHAIBHOCTh, MECTO
KUTEIbCTBA CEMbHU, NMpoQeccus, HATUYUe XPOHUUYECKUX 3a00JICBaHUU B CEMbE, MPUUYUHY
CMEPTH yMEPIIUX U JIp.

[Tocne cbopa cBemeHWU COCTaBISIOT Tpaduueckoe H300paKeHUE POJTOCIOBHOM,
UCIIOJIb3YSl CUCTEMY YCIOBHBIX 0003HAYCHUH.

Beoinonssist 3Ty paboTy, BaKHO COOJIOATh CIEAYIOIME TpaBuiIa:

1. CocraBieHue pOJOCIOBHOM HauyuMHaT C mpobOanjga. bpates u  cecTpsl
pacronaratoTcs B IOPSIAKE POKJICHHS CJI€BA HAIIPaBO, HAYMHAS CO CTAPILETO.

2. Bce uneHsl pogoCIIOBHON pacrojaratoTcsi CTpOro no MoKOJEHUSIM B OUH PS.

3. Tlokonenus o0O3HAYaIOTCd PUMCKMMHU IMpamMu ciaeBa OT POJAOCIOBHOM CBEpXY
BHHU3.

4. Apabckumu nudpamMu HyMepyeTcsi MOTOMCTBO OJHOTO TOKOJEHUS (OIWUH Psif)
CJIEBa HaIPaBO.

5. B cBs3u ¢ TeM, 4YTO HEKOTOpbIE OOJIE3HU MPOSIBISIIOTCS B Pa3HbIE MEPUOIBI KU3HU,
YKa3bIBa€TCsl BO3PACT YJIEHOB CEMBHU.

6. OT™MeuaroTcs TMYHO 00CIIeJOBaHHbBIE YJICHBI POJOCIOBHOM.

['padpmueckoe  m300pakeHWE  POJOCIOBHOM  MOXKET  OBITh  BEpPTHKAJILHO-
TOPU30HTATBHBIM WJIM PACTIOJIOAKEHHBIM T10 KPYTY (B clydae OOLIMPHBIX TaHHBIX).

CxemMa pOJOCIOBHOW CONPOBOXKIAETCA OINUCAHUEM OOO3HAYEHUH IM0J PHUCYHKOM,
KOTOpPOE Ha3bIBAETCSA JIET€HI0M.



I'eHeTH4ecknil aHAJIU3 POAOCIOBHOU

3ajaya TEHETUYECKOI0 aHaJlhu3a — YCTAHOBJIEHHE HACJEICTBEHHOIO XapakTepa
nepefayd NpU3HaKa M TUIA HACJIEIOBAaHUS, BBISBIEHUE TIE€TEPO3UTOTHBIX HOCUTENEH
M3Yy4aeMoro reHa, a Tak e MPOrHO3UPOBAHKUE POXKJICHHUS I€TEN C U3y4aeMbIM IIPU3HAKOM.

AHanu3 poI0CIOBHON BKIKOYAET CIETYIOUIUE 3TAIbL:

1. YcraHoBieHue, sBASETCS JIM JAaHHBIA NMPU3HAK WK 3a00JIEBaHHE €AUHUYHBIM B
CEMbE WJIM UMEETCSI HECKOJIBKO CIy4aeB (CEMEUHBINA XapakTep).

Ecnu mpu3Hak BCTpeyaeTcss HECKOJbKO pa3 B Pa3HbIX MOKOJEHHUSX, TO MOXKHO
MpeAnojarath, YTo TOT MPU3HAK UMEET HACJIEICTBEHHYIO PUPO.TY.

2. OmpeneneHue TWIA HACIEIOBAaHUS MNpH3HaKa. JJI1 3TOro aHaIU3UPYIOT
POJOCIOBHYIO, YUYUTBIBASI CIIEIYIOIINE MOMEHTHI:

1) BcTpewaeTcs Jid M3ydyaeMbIil MPHU3HAK BO BCEX IMOKOJICHHUSIX U MHOTHE JI YJIEHbI
POJOCIIOBHOM 00JIa/Tat0T UM,

2) oIMHAKOBa JIM €ro 4acToTra y JHI[ OOOMX TMOJIOB M Y JIML Kakoro Imojia OH
BCTpeYaeTcs Yalle,

3) JMLaM Kakoro IoJsia nepeiaercs Npu3Hak OT HOCUTEINS TPU3HaKa OTUA WM MaTepu
HOCHTEJIA JTaHHOTO IPU3HAKA;

4) ectb 1 B POJOCIOBHON CEMbU, B KOTOPBIX y OOOMX 3J0pPOBBIX POAMTENEH
POKJIATUCh OOJIBHBIE JIETH, WIIM Y 000UX OOJIbHBIX POAUTENIEH POKIATUCH 3JOPOBBIE IETH;

5) kakas 4yacThb OTOMCTBA UMEET HACJIEIyEeMbli MPU3HAK B CEMbsX, Iie O0JEH OJuH
U3 POIUTENEH.

B 3aBucuMocTH OT THMNa HacienoBaHUs O0IIasi KapTUHA POJOCIOBHOMN BBITJISIUT TO-
pazHoOMYy.

2. Ban3HenoBbIii MeTO/

DTOT MeTo BIlepBbIe ObLT TpesyiokeH B 1875 1. d. I'anbTOHOM 011 paseparuyeHus
PONU  HACNEOCMBEHHOCMU U Cpedbl B PAa3BUTUU PA3UYHBIX IPU3HAKOB Yy YEIOBEKA.
bin3HenoBbId METOX JAaeT BO3MOXKHOCTh OLEHUTh Ppa3AelIbHO BKJIAJ TIE€HETUYECKUX
(HacneCTBEHHBIX) U CPEOBBIX (DaKTOPOB (BocmUTaHUE, OOydeHUE, MMTaHUE, TPEHUPOBKA U
JIp.) B pa3BUTUM KOHKPETHBIX TPU3HAKOB WJIK 3a00JI€BaHUH Y UeIOBEKa.

[Ipu ucnonp30BaHuM OJU3HELIOBOIO METOAA POBOJAUTCS CPABHEHHE:

1) ™MoHO3WTOTHBIX  (omHOsHIEBBIX)  OmusHenoB (MB) ¢ JIH3UTOTHBIMHU
(pasuosiineBsiMu) Onmu3Henamu (J1B);

2) mapTHEPOB B MOHO3UTOTHBIX Mapax MEXKIy COOOH;

3) naHHBIX aHANIKM3a OJIM3HEIIOBOM BHIOOPKH C OOIIEH MOMyJIsIHEH.

Monoszucomuvie O1u3neyst 00pa3yloOTCs U3 OJHON 3UTOTHI, Pa3/ICTUBIICHCS HA CTAUU
npo6ienus Ha aBe (win 6osee) yacTu. C reHeTUUYeCKOW TOUKHM 3pEeHUs] OHU WJECHTUYHBI, T.€.
00Ja1at0T OJIMHAKOBBIMHU I'€HOTUIIAMU. MOHO3UTOTHBIE OJIM3HEIbI BCET1a OJHOIO IO0Ja.

Jluzueommuvie Onu3Heysvl Pa3BUBAIOTCS B TOM Ciy4yae, €CJIM OJHOBPEMEHHO JIBE
AWLEKIETKA OIUIOJOTBOPEHBI JIBYMsl CIIEpMaTO30MAaMH. ECTECTBEHHO, JU3UTOTHBIE
OJIM3HEIBI UMEIOT Pa3INYHbIe TeHOTUIBI. OHU CXOIHBI MEXKTY cO00i He Oosee ueM OpaThs U
CECTpBI, T.K. UMEIOT 0K0JI0 50 % HJIEHTUYHBIX TCHOB.

OO01as yacTora pokaeHus: OJU3HELOB cOCTaBiseT npuMepHo 1 %, u3 HuX okoiso 1/3
MPUXOJUTCS HA MOHO3UTOTHBIX OJIM3HELOB.

W3BecTHO, YTO YHMCIO POXKIECHUH MOHO3UTOTHBIX OJNM3HEIOB CXOAHO B pa3HBIX
NOMyJISIUUAX, B TO BpeMsi Kak Il JU3UTOTHBIX 3Ta IU(pa CYIIECTBEHHO pa3nyacTcs.
Hanpumep, B CLLIA nu3uroTHsie OJU3HENBI pOXKAAIOTCS Yalle CPEAN HErpoB, yeM Oelbix. B
EBporne yacToTa nosiBjieHus JU3UTrOTHBIX O0Jin3HENoB coctaiigeT § Ha 1000 poxxaeHui.



OnHako B OTHENbHBIX MOMYJSALUSAX HX ObiBaeT Oosbiie. Camas HU3Kas 4acToTa
pPOXKACHHUST OJU3HELOB MPHUCYIIA MOHIOJOUIHBIM TOMYJALUAM, OCOOEHHO B SMOHUM.
@daxTOphl, BIUSIONIME HA YAaCTOTY POXKACHHUS OJIM3HEIOB, B HACTOSAIIEE BPEMs €IIe Majo
W3YYCHBI.

bnu3HenoBsiii METOT BKITIOYAET B ¢€051 IMArHOCTUKY 3UTOTHOCTH OJIM3HEIIOB.

J151g ee yCTaHOBJICHHUS UCTIONB3YIOTCS CIIETYIOIINE METOIBI.

1. IomucumnToMHublii MeTon. OH 3aK/IIOYaeTCs B CPaBHEHUM Mapbl OJMU3HELOB IO
BHEILIHUM Tpu3HaKaM (opma OpoBeid, Hoca, T'y0, YIIHBIX PAKOBHH, LIBET BOJIOC, IJI1a3 U T.I1.).
Hecmotpss Ha oueBHMIHOE YAOOCTBO W MPOCTOTY, DTOT METOJ /O HW3BECTHOH CTENEHU
CyOBbEKTUBHBIH.

2. mmyHorenetudyeckuii Metoji. OCHOBBIBAETCS Ha aHaJU3€ TPYII KPOBH, OEIKOB
CBIBOPOTKM KpPOBH, JEHKOUMUTAPHBIX aHTUreHOB. Ecimu y o0oux ONM3HENOB MO 3ITUM
pU3HAKaM Pa3InYUil HET, UX CYUTAIOT MOHO3UTOTHBIMHU.

Ecnmu xakoii- mnOo mpu3HaK BCTpeyaeTcs y 00OMX OJM3HENOB OJHOW Maphl, TO 3Ta
napa Ha3bIBaeTCsl KoHKopOoanmuou. Ecu npu3HaK BCTpedaeTcs y OJHOTO U3 OJIM3HEI0B, TO
napa Ha3bIBaeTCsl OUCKOHKOPOAHMHOU.

JJ1 KOMUYECTBEHHOM OLIEHKH POJIM HACIEICTBEHHOCTH U CPEABl B PA3BUTUU TOTO WU
MHOTO TIpU3HAKA UCHOJB3YIOT pasiauuHble ¢opMmynbl. Yame Bcero mMOIB3YIOTCA
Koaghuyuenmom Hacredyemocmu, KOTOPbIA BEIYUCISETCA 110 hopMyIie:

_ KMB—KAB
100 — KA

(B NpoOLEHTaX) U:
_KMB — KJI6

1 —KOB
(B MONAX €IUHMUIIBI);

rne H— koo dunment nacienyemocTu.

K — ko3¢ unuenT napHoi KOHKOPAAHTHOCTH B Tpymnmne MOHO3UroTHbIX (MB) unu
n3uroTHLIX (J1b) 61m3HEeIoB.

B 3aBucumoctu oT 3HaueHus H cyasdT O BIMSHUM TE€HETUYECKUX U CPEIOBBIX
(akTopoB Ha pa3BuTHE NpusHaka. Hampumep, ecnu 3Hauenne H O1M3K0 K HyIIO, CUUTAIOT,
YTO Pa3BUTHE MPHU3HAKA 00YCIOBIEHO TOJNBKO (pakTOpamu BHEIIHEN cpenbl. [Ipu 3HaueHnn
H or 1 no 0,7 — HacnenctBeHHble (aKTOPbl UMEIOT JOMUHUPYIOIIEE 3HAUEHNUE B PA3BUTHU
npu3HaKa win 6ose3Hy, a cpennee 3Hauenue H ot 0,4 no 0,7 cBuzmeTensCTByeT O TOM, YTO
OpU3HAK pa3BUBaeTCsd MOJ JeHCTBHEM (HaKTOPOB BHEIIHEW Cpeibl Mpu  HaJUYUU
F€HETUYECKOW MPeIpacioIoKeHHOCTH (ClIaiin).

['pynmbl KpoBH y YeIOBEKa MOJHOCTHIO OOYCIIOBJIEHBI T€HOTUIIOM U HE MU3MEHSIOTCS
nox BausHUEM cpeabl. Koadpduuument nacnemyemoctu paBeH 100 %. Ilo HexoTOpbiM
MopdonoruueckuM mnpusHakam (dopme Hoca, OpoBei, ryd W yilei, 1BETy IJia3, BOJOC U
KOXHM) MOHO3UTOTHBIE OIM3HEIbI KOHKOPAAHTHBI B 97-100 %, a AM3UTOTHBIE B 3aBUCUMOCTHU
oT npuszHaka — B 70-20 % ciyuaes.

WccnenoBanusi, mpoBOAMMbBbIE Ha OJM3HELAaX, TOMOTralOT OTBETUTh HA TAKUE BOIPOCHI
KaK BJIMSIHUE HACJIEICTBEHHOCTH W CPEIOBBIX (PAKTOPOB Ha MPOJOJKUTEIBHOCTb KU3HU
YeJI0BeKa, CIIOPTUBHYIO OJJAPEHHOCTH U JIp.

3. Honmy IAMOHHO-CTATUCTHYECKUIA METO/.

[TonyIAIMOHHO-TEHETUYECKU METOJ, M3ydaeT 4YacTOThl BCTPEYAEMOCTH TI€HOB,
OTJEIBHBIX AJUICJIEM W TEHOTUIIOB B IOMYJSILUHA. 1O €CTh, JAHHBIM METOAOM H3y4YaroT
HACJIEICTBEHHbIE MpPHU3HAKW B OOJIBLIMX Ipynnax HaceieHus. Baxna st paboTel ¢ 3TUM



METOJIOM CTaTHUCTHYecKasi o0paboTka moyydaembiXx AaHHBIX. OCHOBOW MOIYJISIIMOHHO-
CTaTUCTHUYECKOTO METOJa SIBJISIETCS 3aKOH T€HETUYECKOro paBHOBecusi Xapnu-BeitnOepra
chopmynupoBaHHbiil B 1908 r. OH oTpa)kaeT 3aKOHOMEPHOCTb, B COOTBETCTBUM C KOTOPO
IIpU  ONpPENENECHHBIX YCIOBUAX COOTHOIIEHHE YacTOThl JIOMHHAaHTHOTO T€Ha, €ro
PELECCUBHOIO aJIJIEsl U T€HOTUIIOB B FeHO(MOH/Ie MOMYJISIUA COXPAHAETCSI HEU3MEHHBIM B
pALy IIOKOJIEHUH 3TOU MOMYJISLUH.
4. buoxumMmn4eckne MeToAbl.
buoxumudeckue MeTOAbl HAMpaBiE€Hbl HA BBISBICHHE OMOXMMHUYECKOro (HeHOTUIa
opraHu3mMa. OTH METOAbl TO3BOJISIOT JAMArHOCTUPOBATh HACIEIACTBEHHbIE OO0JE3HHU,
00yCIJIOBJIEHHBIE T€HHBIMU MYTAalUSIMU.
buoxumuyeckue mokaszaTesnu (MEPBUYHBIN OENKOBBIA MPOAYKT TIEHa, HAKOIICHUE
NaTOJIOTUYECKUX METAa0OJIUTOB BHYTPH KJIETKH) OTPaXKalOT CYHIHOCTh Oo0yie3HH Oojee
aJICKBAaTHO, Y€M KIMHHYECKHE CUMNTOMBI. C MOMOIIbI0 OMOXUMUYECKUX METO/IOB OMUCAHO
6onee 1000 BpokmeHHbIX Oosie3Hel oOMeHa BemiecTB. Hambosee pacmpocTpaHEHHBIMH
cpenu Takux 3a00JeBaHUN SBISIOTCS OOJIE3HHW, CBsI3aHHBIE ¢ jAedexkramu (HEPMEHTOB,
CTPYKTYPHBIX U TpPaHCHOPTHBIX OenkoB. JledekThl (PEepMEHTOB YCTAHABIMBAIOT MYTEM
ONPENEIICHUS COIEPKAHUS B OMOJIOTMUECKUX cpellax (Hampumep, MoYe U KPOBH) IPOIYKTOB
MeTabonu3ma, SBISAIOMUXCS MPOAYKTOM (YHKIMOHHPOBAHUS OaHHOro Oenka. Jledummr
KOHEYHOT0 MPOJYKTa, COMPOBOXKAAOIIMIICA HAKOIJIEHUEM MPOMEXYTOUYHBIX M MPOIYKTOB
HapyLIEHHOT0 MeTaboiIn3Ma, CBUAETENbCTBYET O Aedekre ¢pepMeHTa uiu ero aeduuure B
opraHuszMme. buoxumuueckue MeToAbl MHOrOCTyNeHuaThl. JlJis uX mpoBeneHus TpelOyeTcs
anmaparypa pa3Hbix kiaccoB. O0bekTaMu OMOXMMUYECKON MOTYT OBITh MOYA, IMOT, IJIa3Ma 1
(bopMeHHBIE JIEMEHTHI KPOBH, KYJIbTYPhI KJIETOK ((hrOpobaacTsl, TMMEGOIUTHI).
5. MoJieKkyasipHO-TeHeTHYeCKHe MeTOAbI.
bonbimass u pasHooOpasHas rpynmna METOJ0B, MNpelHAa3HAUCHHas IS BBISBICHUS
Bapuanuil (moBpexaeHuil) B crpykrype yuactka JIHK (amnens, rena, pernoHa XpoMoCOMBbI)
BILIOTH JI0 paciin(pOBKH MEPBUYHOM MOCIEAOBATEIIBHOCTH OCHOBAHHUIA.
DTanbl OIy4eHus 1nocieaoBarebHocTel HykieoTu 108 JJHK:
1. [Tonyuyenue obpazuos JIHK:
e BhieneHue Beel (renomuoi) JIHK u3 kierok;
e pectpukius JHK — nonydenne ornensubix ¢pparmentoB JJHK (ucnonb3zoBanue
pectpukra3, Koropble paspeiBaroT JHK 1o crporo omnpeneneHHbIM

MOCJICIOBATENBHOCTAM HYKJIEOTHAOB U3 4-6 map OCHOBaHMW — caiTax
PECTPUKIIUN).
2. Awmmiudukanus — HakomieHue (yMHOXKEHHE, KIOHHUPOBAHHUE) OJIMHAKOBBIX
¢dbparmentoB JJHK:
® HCIOJb30BaHUE KJIACCUYECKHUX TPYJIOEMKHX METOJIOB: CO3/1aHHE

PEKOMOMHAHTHBIX IJIa3MHUJ — BBEJCHHE HUX B OaKTepUAIbHYIO KIETKYy —
pa3MHOXEHUE KIETOK — BbIJeNeHHe 3a1aHHbIX (pparmenToB /JHK;

® JCMOJIb30BAaHHUE MOJIMMEPAZHON LIEMHON PEAKLMU: pa3/IelICHHE ABYXIENOYEUHON

JIHK na opHouenoyeyHyro — TIPUCOEIUMHEHHE TIpaiiMepoB (3aTpaBka) K

onHouenodyeyHbiM MmoJiekysiam JIHK (o mpuHUMIYy KOMIIJIEMEHTApHOCTH) —

CUHTE3 MHOTOYMCIIEHHBIX ITOJMHYKJICOTHUIHBIX LENe Ha OJHOLECNOYECUHBIX

MOJIEKYJIaX B TPaHHIaX MPUCOECIUHEHUS TPAaiMEPOB.
3. Dnexrpodopes pparmentoB IHK — pazmenenune ¢parMeHTOB MO MONEKYJISPHOMN
Macce W JJIEKTPUUYECKOMY 3apsiy Ha MOBEPXHOCTH arapos3Horo remns. Kaxnerit gparmeHT



VMMEET OIIPEIIECIICHHBIE Pa3MEPBbI U 3aHUMACT B I'eJI€ OIPENEICHHOE MECTO B BUJIE TUCKPETHON
ITOJIOCBI.

4. Unentudukanusa KoHKpeTHbIX (pparmenToB JJHK ¢ moMonipio 60Trudpuauzanuu mno
Cayzepny. ®parmentsl JJHK nepenocsarcs Ha cnenuanbHble (QUIBTPBI, TI€ TPOBOJUTCS UX
ruopuau3anmsi ¢ pPaJgHMOAaKTUBHBIMM CUHTETHYECKUMHU 30HJIaMH WJIA KJIOHHUPOBAaHHBIMHU
¢parmentamu JIHK. 3on7 BhigBiser HeoOxoaumbiid ¢parment JIHK nmyrtem cBsi3biBaHuUs C
KOMILJIEMEHTAPHBIMHU €MY HYKJICOTHIHBIMHU MIOCIIEOBATENBHOCTIMH (PparMeHTa.

N3meHeHue nojokeHus U JUIMHBL ()parMeHTa Mo CPaBHEHUIO C KOHTPOJIEM (30HIOM),
MCYE3HOBEHUE WJIM TOSIBJICHUE HOBOro (parMeHTa CBHUAETEIBCTBYET O IEpecTpoilkax
[IOCJIEJOBATENBHOCTH HYKJIEOTHIOB B HCCIIEAYEMOM I'€HE.

MeToabl MOJIEKYJIIPHOM N'€HETUKU IT03BOJISIOT:

1. UnentudguuupoBats MyTauuu B reHe. lIpuMepoM BbISBIEHUS MYTAaHTHOTO T€HA
SBJISIETCS IMATHOCTUKA CEPIIOBUIHO-KJIETOUHOM aHEMUHU B SMOPUOHAIBLHOM NEPUOJE;

2. JluarHocTUPOBAaTh MOHOT€HHOE HACJIEJICTBEHHOE 3a00JIeBaHUE IIyTEM OIpeAeICHUS
HYKJICOTHIHOH MOCJIEI0BATEIbHOCTU I'€HOB (TeMO(UIINsl, FeMOTIIOOMHONIATHS ) U BBISIBJICHHUS
MYTaHTHBIX T€HOB ((DEHUJIKETOHYPHSI, MyKOBHCIIMI03);

3. OcymiecTBisATh reHeTHUecKuii ananu3 noiaumopdusma JIHK poaureneit u nereii;

4. Ha ocuoBanuun ananuza nonumopduszmoB JITHK onpenensite npeapacmnonoxeHHOCTh
K ONpeeIeHHOMY BUIY (U3HUYECKOU NEATEIbHOCTH U COPUEHTHUPOBATH pPeOEHKA B BbIOOpE
IPaBWJIBHOW CIIOPTMBHOM CHEUMANW3alMd W BHUAA CHOpPTA. A Takke KOPPEKTHPOBATh
TPEHUPOBOYHBIN MPOLIECC C YUETOM F'€HETHUYECKUX OCOOCHHOCTEN OpraHu3Ma.

5. Omnpenensate MHAUBUAYaldbHYI0 u3MeHunBocTh JIHK dyenoBexka mo BapmaOenbHbIM
toukaMm JIHK, MousekyisipHbIIl aHamu3 KOTOPBIX MO3BOJIAET MPOBOAUTH HJIECHTU(UKALIUIO
JIMYHOCTH YEJIOBEKA;



Tema 3. HaciencrBeHHble BJAMSIHUS HA (PYHKIMOHAJIbLHbIE BO3MOKHOCTH H

(pusnveckue KayecTBa YyeJa0BeKa
1. HacneacTBeHHbIE BJIUSTHUS HA pa3jiMnuHble MOP(POPYHKIIMOHATIBLHbIE
MOKAa3aTeJ i OPraHu3Ma YeJa0BeKa

['eneTnueckue BIUsTHUS HA GU3HUCCKUE KaYeCTBA YPE3BhIUAHO MHOT000pa3Hbl. OHU
OTJIMYAIOTCS 110 CPOKaAM OOHAPYKEHUSI, CTEIIEHU BO3JIEHCTBUS, CTAOUIBLHOCTH MIPOSIBJICHUS.

Haubonbinas HacinencTBeHHass 00YCIOBIEHHOCTh BbISBJICHA I MOP(OIOTHUECKUX
nokaszareneid, MeHbImas — s (U3MOJIOTMYECKUX IMapaMeTpOB M HaWMMEHbINas — IS
MICUXOJIOTUYECKUX MTPU3HAKOB.

Cpean  MOp(QoJIOTMUECKMX  NPU3HAKOB  HauOoyiee  3HAYUTENbHBI  BIUSHUSA
HACJIEICTBEHHOCTU Ha MPOJI0JIbHBIE Pa3Mephl Tela, MEHBIIINE — HA 0ObEMHBIEC pa3MEPBHI, eIIe
MEHBIIINE Ha COCTAB TENa.

Kak  moxazamm  OMM3HENOBBIE  WMCCIIEAOBAHUSA,  BeIWYMHA  Kod(dQuIMeHTa
HACJIEyeMOCTH HauOosiee BBICOKA IS KOCTHOW TKaHW, MEHbBIINE JJIS MBIIMICYHOU U
HaMMEHbIIass — sl KUpoBoM TKaHU. C BO3pACTOM YCHIIMBAKOTCS CPEAOBBIE BIIUSHUS,
0COOEHHO Ha KUPOBOU KOMIIOHEHT.

Ta6muma 1. — mokaszaTenun BIIMSTHUSA HACJIEJICTBEHHOCTH (H) Ha
MOp(o(yHKIIMOHAJIbHBIE TPU3HAKH OpPraHU3Ma YeJIOBeKa

Nen/m | MopdodyHKIIMOHATBHBIE TPU3HAKA ITokazaTenu Hacnencteennocty (H)
1 JmHa tena (pocr) 0,73-0,80

2 Macca Tena (Bec) 0,65

3 JKupoBast ckiraaka 0,72-0,88

4 O0BeM HUPKYJIUPYIOIIEH KPOBU 0,56

5 IToxkaszaremu DKI 0,78-0,88

6 MuHYTHBIH 00beM KPOBH (J1/MUH) 0,83-0,94

7 Y napHbIii 00beM KpOBH (MJ1) 0,83-0,94

8 YacroTa cepameOneHuii B mokoe (y/MuH) 0,38-0,72

9 Al cuctonuueckoe u nmpu padbore 0,60-0,70

10 Knszuennas emMkocts Jierkux (JKEJT) 0,48-0,93

11 JKuzuennslit mokazarens (JKEJI/kr) 0,62-0,81

12 YacroTa ObIXaHUS B IIOKOE 0,48-0,94

13 MakcumanbHoe notpebdaenue kuciopoaa (MIIK) 0,77-0,96

14 3ajeprKKa IbIXaHMs Ha BAOXE 0,80

15 PWCi170 0,88-0,90

16 YMcTBeHHas: pab0TOCTIOCOOHOCTD 0,51-0,76

Jlnst  GyHKOMOHATBHBIX —IMOKa3aTeed BBIABIICHA 3HAUMTENbHAs TeHETHYECKas
00yCIIOBIEHHOCTh MHOTHUX (PM3MOJOTHYECKUX MapaMeTPOB, CPEAM KOTOPBIX OOJIbINAs 4acTh
METa0OJIMYECKUX XapaKTePUCTHK OpTaHu3Ma, a’poOHbIE M aHa’POOHBIE BO3MOXKHOCTH,
o0BeM ® pasMepsl cepana, xapakrepuctukun OKI', cucTONMMYecKuit M MHUHYTHBIH 00beM
KPOBH B TIOKO€, YacToTa cepArnecOuMeHuit mnpu (u3Mdecknx HaArpys3kax, apTepuaabHOe
nasienue, JKEJI, gactota m TiiyOMHa ABIXaHWS, TapUUaIbHOE MABICHWU KHUCIOpOJa H
YIJIEKHUCIIOTO Ta3a B albBEOJIIPHOM BO3AYXE U KPOBH, COJACPKAHUE XOJIECTEPUHA B KPOBH,
CKOPOCTb OCEJaHUsl JPUTPOLUTOB, TPYIIBl KPOBU, MMMYHHBIH CTaTyC, TOPMOHAJIbHBIN
npouiIb U ap.

MHorue  TICUXOJIOTMYECKHE,  IMCUXO(PU3HOIOTHYCCKUEe,  HEHPOIUHAMUYECKHUEC,
CEHCOMOTOPHBIC MMOKA3aTEeNH, XapaKTEPUCTUKN CEHCOPHBIX CHUCTEM TaK)Ke HaXOISATCS IO
BBIPOKCHHBIM TEHETHYCCKHMM KOHTPOJIEM. OOJbINas 4YacTh aMIUIMTYIHBIX, YaCTOTHBIX U



MHJIEKCOBBIX mokazatenein DI, ocobenno anbda-purma D3I, craTucTUYecKre mapameTphl
B3auMornepexonoB BoiH D3I, ckopocTh mepepabOoTKu HWHGOPMAIMK, MPOITYCKHAs
CHOCOOHOCTh MO3ra, KO3(p(PUIMEHT HHTEIUIEKTyaIbHOCTH — [QQ, MOpOryu 4yBCTBUTEIBHOCTH
CEHCOPHBIX CHCTEM, I[BETOPA3IMUYCHHE W €ro AcdeKThl (IaabTOHW3M), HOpMajbHAs U
TATBHO30PKasi pePpaKivs, KpUTHIECKasi YacToTa CIUSHUAS CBETOBBIX MenbkaHuit (KUCM),
TUTIOJIOTUYECKHE CBOMCTBA HEPBHOM CHCTEMbI, YEPThl TEMIIEPAaMEHTa, JIOMUHAHTHOCTh
MOJTyIIapui MO3Ta, MOTOPHAsl U CEHCOpHas (PYHKIIMOHAJIbHAS aCUMMETPHUSI U JIp.

Takum 00pa3oM, yem cllOKHEe MOBEIECHYECKAasl NIEATEeIbHOCTh YEOBEKa, TEM MEHee
BBIPAKEHO BJIMSHUE T€HOTHUIA U OOJbIle PoJib OKpyxatolei cpenbl. Hanpumep, nns 6omnee
IPOCTHIX JBUTATEIbHBIX HABBIKOB I€HETHYECKUU (DakTOop mMeeT OoJiee BaKHOE 3HAYEHUE,
yeM 111 6os1ee cinoxxHbIX HaBbIKOB (Cosory6 E.b., Taiimazos B.A., 2000).

Bonpiias yacTe MOBEICHUECKUX AKTOB KOHTPOJUPYETCS LEIbIM KOMILIEKCOM T'€HOB,
HO MX MOXXET OBITh M MEHbINE. Tak, B OMbITaX Ha JKUBOTHBIX BBIJIEJICHO BCETO JIBa T'eHa,
BIIMSIONIMX Ha MOTOPUKY (BBI3BIBAIOT JETCHEPATUBHBIE W3MEHEHUSI B MOTOHEHpPOHAX)
(Sendter M. et al, 1996); omucano dYeThipe reHa, PE3KO MOBBIMIAIOIIUX ArPECCHBHOCTD
noBeaeHus (Tecott L.H., Barondes S.H., 1996).

OOHapyKeHbl HEKOTOPBIE PA3JIMUUsI B HACIETOBAHUM MTPU3HAKOB IO MOJY. Y MY>KUUH
B OojblIell Mepe HacIeaylTCsl MNpPOSBICHUS JEBOPYKOCTH, HaIbTOHU3MA, IOKa3aTeln
o0beMa U pa3MepoB cepiaua, aprepuanbHoro nasieHuss u DKI', conepkaHue JIUMUIOB U
XOJIECTEPUHA B KPOBH, XapakTep OTIEYATKOB MablEB, OCOOEHHOCTH MOJOBOTO pPa3BUTHS,
CIIOCOOHOCTh pEeIICHUS HU(PPOBBIX U MPOCTPAHCTBEHHBIX 3aj]a4, OPUEHTAIMs B HOBBIX
CUTyalMsiX. Y JKCHILIUH B OOJIbIIIEH CTENEHU 3alpOorpaMMUPOBaHbl TEHETHUYECKH POCT U BEC
Tela, pa3BUTHE W CPOKH Hayajga MOTOPHOM peuH, MPOSIBICHUS CUMMETPUU B (PYHKIUSIX
OOJBIINX MOTYLIAPHA.

[IposiBiieHrsT YMCTBEHHOM OTCTajJOCTH, CIA0OCTHU MPOCTPAHCTBEHHOI'O BOCTIPUSATHUSA,
HU3KOM IIKOJIbHOW YCIIEBAEMOCTHU B PSJIE CIydaeB 00yCIOBIEHBI AeeKTaMH TeHETHIYECKOTO
anmapara: npu 3a00JIeBaHMSIX, CBA3aHHBIX C HM3MEHEHHEM YHCJIAa TMOJIOBBIX XPOMOCOM
(mampumep, XO, XXX, XXY u aAp.), OpH HAMYUU «XPYIKO» X-XpOMOCOMBI Yy >KEHIIUH
(1:700 cnyuaeB) u mp.

VY uHAMBUAOB € HAO0OpPOM MOJOBBIX XpomMocoM XYY OTMEYArOTCS CHH)KCHHBIN
MHTEJUJIEKT U CKIIOHHOCTh K arpeCCMBHOMY MOBEEHUIO, K HACUJIUIO U IIPEeCTyIIeHUusIM. [{ost
NPECTYMHUKOB cpean HuX goctoBepHo (p < 0,01) Beime (41,7% ciaydaeB), yeM Cpeau JUIL C
HOpMaJIbHBIM HabopoM xpomocoM - XY (9,3%). Ognako, HECMOTPS. HA MHOTOYHUCJICHHBIE
paboThl MO TEHETUKE YeJIOBEKa, JJII OKOHYATENIbHOTO CYXKJIEHUS O pPOJIM TeHOTHNa B
KU3HEJIEATEITLHOCTH €I1le OY€Hb MaJIO TaHHbBIX.

Opnako B XOJ€ OHTOr€HE3a pOoJib HACIEACTBEHHOro (hakTopa yMmeHbliaeTcs. Tak,
MHOT'OJICTHHE «ITPOJIOJILHBIEY» HUCCIIeIoBaHus Ha Onau3Henax (B Bo3pacte 11 nmer, 20—30 net
u 35—40 7ner) mokaszaiu, 4TO AJI1 HEKOTOPHIX MPU3HAKOB C BO3PACTOM BOOOIIE HCUE3AET
CXOJICTBO JJaXK€ y OJTHOSIUIIEBBIX OJM3HEIOB, T. €. CpeZoBbie (PaKTOPHI CTAHOBSITCS BCce Oomee
3HAYMMBIMHU. DTO CBS3aHO C TEM, UTO IO Mepe 000TaIIeHns YeJIOBEKa KU3HEHHBIM OTIBITOM U
3HAHUSIMH OTHOCHUTEJIbHAS POJIb TEHOTUIIA B €T0 )KU3HEIESITEIbHOCTH CHUXKACTCS.

3avactyto Tsokenble MCHUXOAMOIMOHAIBHBIE CTPECChl BIMSIOT Ha T'€HETUYECKUI
anmapatr 4yeinoBeka. I HaoOOpoT TreHeTHYecKHe BO3JEHUCTBUSI OKAa3bIBAIOT BIIMSIHUE Ha
MICUXOAMOLIMOHANIbHYIO Ccdepy TOBEICHYECKOW IEeATENbHOCTH, T.€. O CYIIECTBOBAHUU
CUCTEMBI TpPSAMON U OOpaTHOW CBSA3U: ICHUXO3MOLIMOHAJIBHBIM CTpeCC — TOPMOHBI —
reHeTH4ecKasi CUCTEMA.



HccnenoBannss Ha JKMBOTHBIX II0Ka3ajid, 4YTO OMOLMOHAJIBHBIE IOTPSICEHHUE,
3HAYUTEIIBHBIN TEPETPEB, KUCIOPOAHOE TOJOJAaHUE, JCHCTBUE HEKOTOPBIX XMMUYECKHX
BEIIECTB, BUPYCOB U JIPYTUX CTPECCOPOB BBI3BIBAET B XPOMOCOMAX MOSIBIICHUE XAPAKTEPHBIX
yTONIIEHUH — Tmy(doB, B KOTOPHIX 3HAYUTEIHBHO TOBBINIACTCS AKTUBHOCTH TE€HOB U
npoucxoaut obpa3oBanue MyTaHTHBIX PHK, Ha ocHOBe KOTOpHIX B pmOOCOMax KIETOK
oOpa3yrotcs cmpeccoptble OEIKH, U3MEHSIONIME HOPMAJIbHOE COCTOSIHUE OpraHu3Ma.

2. 'eneTnyecKknii KOHTPOJIb (PU3UYECKUX KAYeCTB

[IposiBneHre reHeTHYeCKUX BIAUSHUN Ha (U3HUYECKUE KAYECTBA 3aBUCHUT OT:

1. so3pacma — 6oiiee BeIpaKeHBI B MOJIOA0M Bo3pacte (16 — 24 rona);

2. MowHOCmMU pabomel — OHU YBEIIMYUBAIOTCS MPU HAPACTaHUU MOILHOCTH pabOThI;

3. nepuooa onmozenesza — 7151 pa3HbIX KaUe€CTB UMEIOTCS PA3IMYHbIE TIEPHO/IBI.

B naubonvwieii cmenenu 2eHemuueckoMy KOHMPOIIO NO0BEPIHCEHbl ObICmpble
ogudicenusi, TpeOyrolue, B TEPBYIO OYepelb, OCOOBIX CKOPOCTHBIX CBOWCTB HEPBHOMN
CUCTEMbI — BBICOKOW JTAOMJIBHOCTH (CKOPOCTU MPOTEKaHHsI BO30YKICHHs) M MOJBUKHOCTU
HEPBHBIX MPOIECCOB (CMEHBI BO30YKIEHUS HA TOPMOXKEHUE U HA0OOPOT), a TAKXKE Pa3BUTHS
aHa’pOOHBIX BO3MOXKHOCTEM OpraHu3Ma W Haludus OBICTPHIX BOJIOKOH B CKEJIETHBIX
MbIax. Jlisi pasnuyuHbIX 3JIEMEHTApHBIX MPOSBICHUN KadecTBa OBICTPOTHI — BPEMEHU
IPOCTBIX U CHOKHBIX JBUTaTEIbHBIX PEAKIUIA, MAKCUMAJIBHOT'O TEMIIa JBUKEHUN, CKOPOCTU
OJIMHOYHBIX JIBUTaTEJIbHBIX aKTOB (yAapoB, MPBDKKOB, METAHHWI) — MOJY4YEHbI BBICOKHE
MOKAa3aTeNId HACIe1yEeMOCTH

C noMomnipio OJIM3HENOBOIO U I€HEaJOTHYECKOr0 METOJOB MOATBEPIKIEHA BBICOKAs
3aBUCUMOCTh OT BpoJIeHHBIX cBoMcTB (H=0.70-0.90) mokasareneil ckopocTHOro Oera Ha
KOPOTKME  JTUCTAaHIMW,  TENIHHI-TECTa, KPAaTKOBPEMEHHOrO0  NeJaJIMpOBaHUS  Ha
BEJIOIPrOMETPE B MAKCUMAJILHOM TEMIIE, IPHIKKOB B JJIMHY C MECTa U JIPYTUX CKOPOCTHBIX
U CKOPOCTHO-CHJIOBBIX YIIPaKHEHHI.

Buvicoxas ecenemuueckas 00ycnogneHHocmb noiyyeHa Ol Kayecmea 2UOKOCMU.
['ubxocth mo3BoHOUYHOTO cToNOa - 0,7-0,8; TazobempeHHBIX cycTtaBoB - 0,70; maedeBbIX
cycrasos - 0,91.

B menvweli cmenenu cenemuueckue 6AUAHUA BbIPAdICEHbl O NOKazamelell
abcontomuol muvluteynou cunvl. Tak, Hanpumep, KOIQPUIUMEHTHl HACIECTYEMOCTH IS
JTMHAMOMETPHUYECKUX TOoKa3arened cuibl npaBod pyku H = 0,61; nesoit pyku H = 0,59;
craHoBol cuiibl H = 0,64; B TO Bpems Kak JUJIsl [TOKa3aTeield BpEMEHU ITPOCTON IBUTaTENbHOMN
peakuuu H = 0,84; cnoxnoit aBurarensHo peakiuu H =0,80. [1o gaHHBIM pa3HbIX aBTOPOB,
MOKa3aTeld HACIEAyeMOCTH [Jisi MBIIIEYHOW CHJIBI CrudaTelieid KUCTH BapbHPYIOT B
npeaenax 0,24-0,71, crubareneir npenmieubs - 0,42-0,80, pasrubareneit tynoumia - 0,11-
0,74, pasrubareneit ronenu - 0,67-0,78.

B naumenvwen cmenenu wnacnedyemocmv oOHapydcusaemcs 075l noKazamenet

8bIHOCIUBOCMU K OIUMENbHOU  YUKIUYeCKou pabome U  KAyecmey  JIOBKOCHMU
(KOOPIMHAIIMOHHBIX BO3MOXKHOCTEH M CIMOCOOHOCTH (OPMUPOBATH HOBBIE JABUTATEIbHBIC
aKTbl B HEOOBIYHBIX YCIOBUSIX).
HaubGonee TpeHupyeMbIMU (PU3MUECKMMHU KadeCcTBAaMHU SIBIISIOTCS JIOBKOCTh W oOwias
BBIHOCJIMBOCTh, & HAUMEHEE TPEHUPYEMBIMH - OBICTPOTa U TMOKOCTh. CpeaHee MONoKEHUE
3aHMMaeT KayecTBO cuiibl. D10 KadecTBa OBICTPOTHI (B CIPUHTEPCKOM Oere, TIaBaHuH Ha 25
mu 50 M) yBenuuuBarorcs B 1,5-2 pasa; kauecTBa CUJIbI IpU pabOTE JTOKATBHBIX MBIIICYHBIX
rpyni — B 3,5-3,7 paza; npu riao0anbHo# padoTe — Ha 75-150%; kauecTBa BEHIHOCIUBOCTU — B
JECSATKH pa3.



B mpouecce oHTOreHesa, Kak y>K€ OTMEYAJIOCH BBIIIE, PA3IMYAOT KPUTHUYECKHE U
CEHCUTUBHBIE NIEPUO/IBI.

Kpumuuecxkue nepuoost — XxapakTepu3yroTcs NOBBIILIEHHON aKTUBHOCTBIO OTJEIbHBIX
T'€HOB U UX KOMILJIEKCOB, KOHTPOJIUPYIOLIUX Pa3BUTHE KaKUX-THOO MPU3HAKOB opranusmMa. B
9TH TEPHOJBl TMPOUCXOJAT 3HAYUTEIbHAS MEPECTPOMKA PEryJSATOPHBIX MPOLECCOB,
KAUEeCTBEHHBbIH M KOJIMYECTBEHHBIM CKAa4OK B Pa3BUTHUM OTACJIbHBIX OPraHoB U
(yHKLIHOHAIBHBIX CUCTEM, PE3YJIbTATOM YEro SIBJSETCS BO3MOXKHOCTh aJanTalid K HOBOMY
YPOBHIO CYIIIECTBOBAaHUS OPraHU3Ma U €ro B3aUMOJIECUCTBUA CO CPEIOU.

Cencumuenvle nepuodsvt — 3TO TEPUOJbl CHUKEHUS TEHETHMYECKOrO0 KOHTPOJS M
MOBBIIIEHHON YYBCTBUTEIHHOCTU OTACNIbHBIX MPU3HAKOB OPraHu3Ma K CPEOBBIM BIHUSIHUSM,
B TOM YHCJI€ — ME€JJATOTUYECKUM U TPEHEPCKUM.

Kputnueckue W CEHCUTHBHBIE TMEPUOJABI COBMAJNAIOT JUIIbL 4YacTU4yHO. Eciu
KPUTHYECKHE MEepUoAbl Cco31alT MOp(hHOPYHKIMOHATIBHYIO OCHOBY  CYIIECTBOBAaHUS
OpraHu3Ma B HOBBIX YCIIOBHSIX JKU3HEIEATEIbHOCTH (HalpUMEp, B MEPEXOAHBIN MEPUOT Y
MOJIPOCTKA), TO CEHCUTHUBHBIE MEPHOIbl PEANTU3YyIOT 3TH BO3MOXKHOCTH, obOecreuuBas
aJieKkBaTHOE (PYHKIIMOHMPOBAHUE CHUCTEM OPTraHM3Ma COOTBETCTBEHHO HOBBIM TPEOOBaHUSIM
OKPYXaroIIEH CPEIbl.

3HaHWE CEHCUTUBHBIX NEPHUOJOB YPE3BBIYANHO BAXKHO ISl TPEHEPOB, TaK KAK OJAWH U
TOT Xe 00BbeM (U3NYECKON HArpy3Kd, KOJIMYECTBO TPEHHUPOBOUHBIX 3aHATUN JUIIb B
CEHCUTHUBHBIN Mepuoj 00ecreynBalOT HAauOOJbIIUN TPEHUPOBOUYHBIM 3P (DEKT, KOTOPHIHA B
Apyrue BO3pacTHBIE MEPUOJAbl HE MOXET OBbITh AOCTUTHYT. BmecTe ¢ Tem, upe3MepHbIe
¢dbu3nyueckue Harpy3ku, HE pacCUMTaHHbIE Ha BO3MOXKHOCTH KOHKPETHOTO CHOPTCMEHA,
MMEHHO B CEHCUTHUBHBIA TMEPUOJI MOTYT 3HAYUTEIBHO 3aTOPMO3HUTH PpA3BUTHUE €T0
(bu3HYecKuX KauecTB U JlajJbHEeNIIee UX COBEPIICHCTBOBAHUE.

Cencumugnusie nepuoovl 0713 pa3IUYHBIX KAYEeCme NPOAGIAIOMCA 2emePOXPOHHO.

MoO>KHO BBIAETUTH OOIIME 3aKOHOMEPHOCTH CPOKOB MX HACTYIUICHUS.

1. CeHCUTHBHBIN MEPUOJ MPOSIBICHUS KadyecTBa OBICTPOTHI MPUXOAUTCS Ha BO3PACT
11-14 ner m x 15-meTHeMy BO3pacTy JOCTUTA€TCS MAaKCUMAaJbHBIA YpOBEHb, KOTJa
BO3MOKHBI BBICOKHME CIIOPTHBHBIE JOCTHKEHMS. Ha 3ToM ypoBHE ObICTpOTa MOXKET
COXpaHAThCA 10 35 JIeT, NOCJIe YEero CKOPOCTHBIE CBOICTBA OpraHu3Ma CHUXKaroTcs. binskas
K 9TOMY KapTHHAa HaOIIOJaeTcs B OHTOTCHE3€ M JJIsl MPOSBICHHUS KAaueCTB JIOBKOCTH U
TUOKOCTH.

2. Heckoybko MO3XE€ OTMEYAETCs CEHCUTUBHBIA Mepuoj KadectBa cuiibl. [locie
CPAaBHUTEJIBHO HEOOJBIIUX TEMIIOB €XErOJHBIX MIPHUPOCTOB CHJIBI B JIOIIKOJBHOM U
MUTQJIIIEM IIKOJIBHOM BO3pAacTe HACTYIAET HEKOTOPOE UX 3aMejjieHre B Bo3pacte 11-13 mer.
3aTeM HacTynaeT CEHCUTHUBHBIA MEPUO]] Pa3BUTHsS MbIIeyHONW cuiibl B 14-17 ner, xorga
0COOEHHO 3HAYUTEJIEH MPUPOCT CUJIBI B MIpollecce COPTUBHOM TpeHupoBku. K Bo3pacty 18-
20 ner y roHomed (y JeBymek — Ha 1-2 roma paHblle) JOCTHUTAaeTCs MaKCUMalbHOE
IIPOSIBJICHUE CHJIBI OCHOBHBIX MBIIIEYHBIX T'PYIII, COXPaHSIOLIEECS MPUMEPHO 10 45 Jer.
3aTeM MbIIIEYHAs CUJIa YMEHBILIAETCS IO MEPE CTapEHUSI.

3. CeHCUTHUBHBIN NEPUOJ BHIHOCIUBOCTHA MPUXOIUTCS NMPUMEpPHO Ha 15-20 nert, mocie
4ero HaOJII0AeTCs MAKCUMAJbHOE €€ MpOSBICHUE W PEKOPJHBIE JIOCTHKEHUS Ha
CTallepCKUX AWCTAHIMAX B Oere, IUIaBaHWH, rpediie, JbDKHBIX TOHKAX W JIPYTUX BHUIAX
cropta, TpeOYyHOUUX BBIHOCIUBOCTH. OOIIasi BBIHOCIUBOCTh K JJIMTEIBHOM paboTe
YMEPEHHOM MOIIHOCTH COXPAHAETCA J0~S5 JIET.



3. T'eHeTHYeCKHMH KOHTPOJb (PU3HYECKHUX KA4YeCTB ¢ TOYKH 3peHHs
MOJIEKYJISIPHOM T'eHeTUKH.

OCHOBHOU uaeer MOJIEKYJSIPHOM I'€HETHUKH CIIOpPTa SIBISAETCS INPEICTABIEHUE O TOM,
YTO WHAWBUAYAJbHBIC DPA3IN4Msi B CTETICHW pPAa3BUTHS TEX WM HWHBIX (U3HYECKUX U
MICUXUYECKUX KAadeCTB dYelloBeka BO MHorom oOycinosieHsl JIHK-nmomumopduszmamu. B
CBSI3HM C 3THM MCCIIEIOBATENM, U3YUYAIOIIUE MOJICKYJISIPHBIE MEXAHU3MBI, JIEKAIIUE B OCHOBE
ATUX pa3Inyuii, CTaBAT nepe coO0H cienyrolue aaadu.

1. BBIIBUTH reHbl, OTBEYAIOIIUE 32 PA3BUTHUE TOTO WM MHOTO KaYeCTBa, IPU3HAKA.

2. WpentudunupoBarh B ITUX TE€HAX 3HAYUMbIE MOJIUMOP(PU3MBI, KOTOpPHIC
ONPENEIIAIT UHANBUAYAJIbHBIEC PA3JINUMs B PA3BUTUU ITPU3HAKA.

3. Paspaborarh amarHocTuueckuid komiuiekc Ha ocHoBe JIHK-texHomormit mjis
IPOTHO3a Pa3BUTHS NPU3HAKA U ONPEAEIISIONIETO €T0 KaueCTBa.

B Tabmumax 2 u 3 npuBeneHbl MpUMephl MoauMop(du3Ma TeHOB, aCCOIIMUPOBAHHBIX C
pa3BUTHEM JBUrarelibHbIX KauecTB (AxmetoB M.U., MonekynsapHas reseruka croprta, 2009

r).

Tabnuma 2 — ['eHbl, acconMUpOBaHHBIE C MPOSIBJICHUEM BHIHOCITUBOCTH y CIIOPTCMEHOB
(AxmeroB N.1., MosnekyasipHas renetrka cnopra, 2009 r)

No I'en [Tomumopduzm AJII€IM BBIHOCITUBOCTH
1 ACE I/D |
2 ACTN3 R577X X
3 ADRA2A 6.7/6.3 kb 6.7 kb
Argl6Gly Arg
4 ADRB2 GIn27Glu Gin
5 AMPD1 C34T C
6 BDKRB2 +9/-9 -9
7 CNB 51/5D ol
8 FABP?2 D4S1597 D4S1597
9 HIF1A Pro582Ser Pro
AJG untpon 1 G
10 EPAS] C/T unrpon 1 T
11 EPOR (GGAA)Nn 185 bp
12 MB A79G 5k30H 2 A
13 MYF6 C964T T
14 NFATCA4 Alal60Gly Gly
(CA)N 164 bp
15 NOS3 Glu298Asp Glu
5/4 B
16 PGC1A Gly482Ser Gly
17 PGC1B Ala203Pro Pro
18 PPARA G/C unTpoH 7 G
19 PPARD +294T/C C
20 SLC9A9 D3S1569 D3S1569
21 TFAM Serl2Thr Thr
22 UCP1 D4S1597 D4S1597
23 UCP2 Alab5Val Val
24 UCP3 -55C/IT T
G-634C C
25 VEGF C-2578A C
E*, E3*, K*(xP)
26 Y-DNA lammorpymisr Otcyrersie E3bl




LO
OtrcyrcrBue L2

27 mtDNA lNannorpymsr OtcytctBue T
H

OrcyrcrBue K, J2

Tabnauma 3 — ['eHbl, acCOUMUPOBAHHBIE C MPEIPACIIONIOKEHHOCTHIO K OBICTpPOTE
peaKuy, CUie W KOOPAWHAIIMOHHBIM CHOCOOHOCTSIM y crmoprcMeHoB (AxmeroB W.N.,
MouiekyJaisipHas reHetrka cnopra, 2009 r).

No I'en [Tomumopduzm ATIeNu CUITBI/CKOPOCTH
1 2 3 4
1 ACE I/D D, GwicTpOTa, CHIa
2 ACTN3 R577X R, OGpIcTpOTa, crta
3 AR (CAG)n 22, OBICTPOTA, CHJIA
4 AVPR1 lNanutorpymer B RS1, xoopaunanus
MIPOMOTOPE RS3, xoopanHanus
5 AMPD1 C34T C, 6pIcTpOTa, CHIa
6 HIF1A Pro582Ser Ser, OIcTpOTA, cHla
7 MYF6 Co64AT C, 6wIcTpOTa, cHa
8 NFATC4 Alal60Gly Gly, 6picTpoTa, cuia
9 PGCl1A Gly482Ser Ser, 6picTpOTA, CHUla
10 PGC1B Ala203Pro Pro, GricTpoTa, cua
11 PPARA G/C nntpon 7 C, ObicTpoTa, cuiia
12 PPARG Prol2Ala Ala, 6sicTpoTa, cria
13 UCP2 Ala55Val Ala, cuna
14 SERT VNTR (10/12) 12 rpt, KoopAMHAIUSA
S/L mpomoTop S, KoopIuHAIHUS

4. CnopTMBHAs 0JAPEHHOCTH U reHUAJIbHOCTH. CIIOPTHBHBbIE CeMbH

AHalli3 TUIa HacjieJ0BaHus (JOMUHAHTHBIM WM PELIECCUBHBIN), poBeaeHHbId JLIT.
Cepruenko B 163 cembsix CIOPTCMEHOB BBICOKOIO KJlacca IOKas3ad, YTO 4Yalle BCEro
(66,26%) BBICOKHME MOCTHIKEHUS OTMEUAJIHUCh 8 CMEMCHbIX TIOKOJCHUSIX: JIETH — POJIUTEIH.
IIpu sTOM He OBLIO MPOIMYCKOB MOKOJeHUM. M3 3Toro ciienoBai BBIBOA O OOMUHAHMHOM
mune HAc1e008aHUs UNU KOOOMUHAHMHDBILL.

B Hacrosimiee BpeMs BENETCA AKTUBHBIM TIOMCK TE€HETUYECKUX MAapKEPOB,
ACCOIMMPOBAHHBIX C TTOKA3aTEISIMU UHTEIUICKTYJIbHOM JIeSITEIbHOCTH YEJIOBEKA.

B cpennem y 50% neteit BbIIarOMIMXCS CIIOPTCMEHOB MOKHO OKMJIaTh BhIpQKCHHbBIC
CIIOPTHBHBIE CIIOCOOHOCTH, TpPHYEM HE 0053aTeIbHO B TOM BHJI€ CIOPTa, B KOTOPOM
JOCTUTJIH yCIIeXa UX POJAUTEIH.

Ecnu sxe 06a poauTensi BBIAAIONTUECS CIIOPTCMEHBI, TO CYIECTBYET OYEeHBb OOJIbIas
BEPOSITHOCTD, 4TO 75% WX JeTeit OyayT IBUTATEIHHO OJapECHHBIMU.

Eme 81933 1. 1. Frischeisen-Kohler O6puto moka3zaHo, dYTO BBIPAKEHHYIO
BHYTPUCEMENHYIO HACIEIyEeMOCTh HMMEIOT IOKa3aTeIu CKOPOCTH BBIMOJHEHUS TEMIUHT-
tecta (uut. no PaBuu-Illep6o M.B., 1988). Ecau 06a poaurtens mo TENMUHT-TECTY MONaaIn
B IpyImiy «OBICTPBIX», TO CPEAM JE€TeM TaKuX POAUTENCH 3HAYUTEIHLHO OOJblIe OBLIO
«ObICcTpBIX» (56%), yeM «memineHHbIX» (muib 4%). Ecnu o6a poauTens oka3bIBaIKHCh
«MEIUICHHBIMU», TO Cpelu JeTei mpeobnananu «meieHHbie» (71%), a ocranbHbie ObLIH
«cpenHuMm» (29%,).



HccnenoBanusi CABUTOB B JIETOYHOW BEHTHJIAIIMHM B OTBET HA HEJOCTATOK KUCIOPOA
(rumokcuio) U M30BITOK YTIIEKUCIOTO ra3a (THUIEpKAHUI0) Y B3POCIBIX OEryHOB-CTalepoB
MOKa3aJId, YTO JBIXaTEIbHBIC PEAKIIMU HAXOMSIIUXCS B XOPOIICH CHOPTUBHON (opme
OCTYHOB ¥ WX HE 3aHUMAIONIUXCS CIOPTOM POJCTBEHHUKOB OBLIM MPAKTHYECCKU
OJIMHAKOBBIMH. [IpW 3TOM OHM AOCTOBEPHO OTIMUAIKNCH OT OOJee 3HAUMTEIHHBIX CIBUTOB
JICTOYHOW BEHTHWISALIMKM Y KOHTPOJBHOW TPYIIIBI JIUI, HE 3aHMMAIONUXCS criopToM (Scoggin
C. H. etal., 1978).

BBI10 yCTaHOBIIEHO, UTO Y POAUTEINICH, OpaTheB U CECTEP - BHIJAIONINXCS CITIOPTCMEHOB
- IBUTATEIbHAsI aKTUBHOCTH 3HAYMTEIIBHO MPEBHINIANIA YPOBEHbD, XapaKTEPHBINA JJIST OOBITHBIX
mojed B nonyiasaiuu. Ou3ndeckuM TpyAOM WM CIIOPTOM 3aHuManuch 48,7% poauteneii, B
Oonpiieit Mepe oTuwl (29,71%), yem marepu (18,99%); Oonee akTUBHBIMH OBLIM OpaThs
(79,41%), uem cectpsl (42,05%).

EcTth uccnenoBanusi, 4T0 y CHOPTCMEHOB — MY)KUYMH HE OBUIO HU OJTHOTO CIIydas,
Korja Obl MaTh 3aHMMAJIaCh CIIOPTOM, a OTEI He 3aHUMAJICS. Y BBIAAIONINXCS CIIOPTCMEHOB
OBLI0 TOpa3 o OOJBINE POJCTBEHHUKOB MYXKCKOTO 1moja. Y poJACTBEHHUKH MY>KUYHUHBI UMETU
O0onee  BBICOKYIO CHOPTMBHYIO KBamu(UKAIMIO, HYeM POJCTBEHHUKH > KCHIIUHBI.
CrnenoBaTeNbHO, y MYXUYHH — CIIOPTCMEHOB JIBUTATEIbHBIE CIIOCOOHOCTH TIEPEMAIOTCS 10
MYXCKOW JIMHHH. Y >KCHIIUH-CIIOPTCMEHOK, CIIOPTHUBHBIC CIOCOOHOCTH TIE€peIaBaiuCh
MIPEUMYIIIECTBEHHO 10 JKCHCKOU JIMHUU.

BeposTHOCTh HAaliTH CIOPTHBHO OJAPEHHOTO MaJlbuhMKa OOJBIIE B TEX CEMBSX, TIIE
OTeIl 3aHUMAJICS CIIOPTOM, a JEBOYCK, T/Ie MaMa BeJia (M3MYECKU aKTUBHBINA 00pa3 KU3HH.

Oxkazanoch, 4TO BHYTPUCEMEMHOE CXOJCTBO 3aBUCUT OT XapakTepa YHpPaKHEHUIH,
O0COOEHHOCTEW TMOMyJsuu, TopsA/iKka poxaAeHUs peOeHka B ceMmbe. boiiee TecHbie
BHYTPUCEMEWHbIC B3aUMOCBSI3U MPUCYIIH CKOPOCTHBIM, IIUKIMYECKUM M CKOPOCTHO-
CWJIOBBIM yIpaXHeHUsM. M3yueHue apXxuBOB B aHTJIUMHCKHUX 3aKPBITBIX KOJUIEKaX, Te MO
TpaaAWIMK OO0ydYaauCh JETH H30paHHBIX CEMEWCTB, IOKA3aJ0 OMPEIEICHHOE CXOJICTBO
JBUTATEIbLHBIX BO3MOXHOCTEHW jaeTedl W poauteneid B 12-metHem Bospacte. JlocToBepHas
Koppelsiius Obljla yCTAHOBJICHA JUISI HEKOTOPBIX MOP(OJOTHMUECKHX MPU3HAKOB U
CKOPOCTHO-CHJIOBBIX yrNpakHeHui: jmmHa Tena (p = 0,50), 6er HaS0 spmoB (p - 0,48),
NpeDKKKA B AMHY ¢ MmecTa (p = 0,78). OgHako koppensiusi OTCYTCTBOBajia JUIsl CIOKHO-
KOOPJIMHAIIMOHHBIX JIBIDKCHWM, TaKMX KaK METaHWE TEHHUCHOTO Ms4a, TMMHACTHYCCKHUE
YIPKHCHHS.

NwmeeTcsi ocobass 3aKOHOMEPHOCTb CeMeUH020 CX00CMBA 6 BblOope CHOPMUBHOU
cneyuanuzayuu. HanbonbIiiee CXOJCTBO BBISABICHO B BhIOOpe 3aHsaTuN OopbOoi (85,71%),
Tsokenon  atnetukon (61,11%) u  dextoBanuem (55,0%); HauMmeHblllee CXOACTBO - B
npennoyreHun 6ackerbona u 6okca (29,4%), akpobatuku (28,57) u Boneibona (22,22%).
BBICOKOM CTENEHU CEeMEITHOM HacjaeayeMOCTH B JbDKHOM criopTe (78%) m Oere Ha KOPOTKUE
muctanuu (81%).

CuuTaror, 4YTO HAa BEJIMYMHY WHTEUICKTYaJbHOTO TMOTEHIIMANA BIMSIET TOPSIOK
poXIeHus aeTeil B cembe. B cembsix ¢ 1-3 AeThbMU HMHTEIUICKTyaJIbHBIE BO3MOXXHOCTH B
CpeIlHEeM JTOCTAaTOYHO BBICOKHM, HO B MHOTOJIETHBIX CeMbsiX (4-9 mereii u Oosee) y KaKaoro
CJIEITYIOMIETO TI0 TIOPSIIKY POXKIACHUS peOeHKA ATOT MOKA3aTellb CHUKACTCS W HE 3aBUCHT OT
COIMAITEHOTO MPOUCXOXkAeHMsI. [lomararoT, 9To 0THON U3 MPUINH MOXKET OBITh HAPYIIICHHUE C
BO3PACTOM TIOJTHOIICHHOCTH PENPOTYKTUBHON ()YHKIIUH Y SKCHIIMH.

[TokazaHo Takke, YTO B CEMbSX, OOpa30BaHHBIX OJM3KUMH POJACTBEHHUKAMH,
TCHETHUYECKHUE BIMSHHS OKa3bIBAIOT OTpHIIATENbHEIN 3 ekT. B pe3ynbrare ananmmsza 6pakoB



JIBOIOPOJIHBIX CECTEep M OpaTheB YCTAHOBJICHO CHIDKCHHE YMCTBEHHBIX CIIOCOOHOCTEH y HMX
JICTEH.

UccnenoBarenu  BBIACHSIOT  MHTEUIEKTyalbHOE  MPEUMYILIECTBO  TEPBEHIICB.
CratucTrKa CBUIETEIBCTBYET, UTO CPEAM MPOCIABICHHBIX, HAN00JIee W3BECTHHIX JIIOACH U
BBIJIAIOIINXCSI YUEHBIX OOJIBIIIYI0O YacTh COCTABJISIOT MMEHHO OHU. [Ipu anamuze cocraBa
TOPMOHOB B KpOBH, B3STOM U3 MyHNOBHHBI HOBOPOXKIACHHBIX MaJbYUKOB U JICBOYEK,
O0OHapyYKUJIOCHh TIpeobJialaHue KEHCKUX MOJOBBIX TOPMOHOB (IIPOrecTepoHa U SCTPOTCHOB)
y TEpBEHIIEB 000€ero mnoja Mo CPaBHEHUIO C MJIAIIIMMU JE€TbMH, a CpPeIu MaJbYUKOB -
00JIbIlIee KOTUYECTBO MY>KCKOTO IMOJIOBOTO TOPMOHA (TECTOCTEPOHA) y TIEPBEHIIEB, UEM Y UX
miaammx OparbeB. CieaoMm OblIa BBIABHHYTA TUIOTE3a O MPSIMOM CBSI3U YMCTBEHHOTO
Pa3BUTHS YEJIOBEKA C TEHETUYECKH 3aJIaHHBIM COJIEp)KaHHEM IOJIOBBIX TOpMOHOB (bpaszepc
., 1994).
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