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CoxuepxaHue:

L
1. H3ydyeHue HOBOro Marepuaia
0 3a/1auM TeHETUKHN YEJIOBEKA
[ YenoBek Kak creruduieckuii 00beKT FeHETUYECKOTr0 aHaIn3a
0 Mertonbl uccie0BaHusI TCHETUKH Y€JI0OBEKa: TeHealorM4eCKUi,

OJIM3HEIIOBBIM, OMOXUMHYECKHUI, TIUTOTCHETHYCCKUU
XPpOMOCOMHBIE OOJIE3HU
['enetrka u MmeguInHA. MEIUKO-T€HETUYECKOE KOHCYIbTHPOBAHUE

2. 3aKpeIUICHUE MOJYYEHHBIX 3HAHUM.



BaAa‘IaMI/I I'CHCTUKHU UYCAOBCKA ABAAIOTCA:

O onpefereHne NofmHoM HyKneoTugHom
nocnepoBatenbHocTn HK reHoma yenoseka,
nokanusauum reHoB 1 co3gaHum nx baHka;

u PaHHAA OUAalrHOCTUKa HacreacTBEHHOW NaToNnornm
nyTem coBepeHCTBOBaHUA METOLOB npeHaTaanof/'l
N SKCINpecC - ANarHOCTUKN,

u LHNPOKOE BHEOPEHNE MEONKO-TEHETNYECKOIO
KOHCYJTbTUPOBaAHWA,

o pa3paboTka MeTogoB reHHOW Tepanuu
HacneacTBeHHbIX 3aboneBaHU HA OCHOBE FrEHHOW
NHXeHepuu;

m BbISIBIIEHNE rEHETUYECKN OMacHbIX d0aKkToOpoB
BHELLHEWN cpeabl 1 pa3paboTka METO40B UX
HenTpanusauun.



JEAOBEK KAK TEHETUYECKNM OB BLEKT

m CrOXHbIV KApnoTun - MHOTO XPOMOCOM U
rpynn cuenneHns

m HeBO3MOXHO 3KCnepuMeHTansLHoe
nony4yeHue noTomcTea

m [lo3gHO HacTynaeT nonoBaga 3penocTb U
peaKasa cCMeHa NOKOJIEHNU

m Manoe 4yncno NoTOMKOB B KaKON CEMbEe

m HeBO3MOXHOCTb CcO30aHNUSA OOMHAKOBbIX
YCIOBUW XXU3HW.



Taoamria Nel

Men100w1 usyuenua HacaeocmeeHHocnIn 4e106¢Ka

[lo xoay ypoka y4allumca npeafaraercs

3anonHnUTb Tabnuuy, ykasas
Memood, e2ao cywHocmb U 3Ha4eHue



MeToABI HCCAEAOBAHUA I€HETUKU
YEAOBEKA
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D. [ aApTOH- ABTOP MHOTHIX METOAOB
MCCAEAOBAHUSA I'€HETUKI YEAOKEKA

Cap ®paHcuc lanbmoH (aHrn. Francis
Galton; 16 dpeBpana 1822 — 17 aHBap4
1911) — aHrnMUMcKnn nccrnenosaTensb,
reorpado, aHTpPOMnosor U NCUXornor;
ocHoBaTenb anddepeHunanbHoOu
NCUXONOrMn n nCUxXoMeTpukn. Poannca
B bupmMmuHreme, B AHrmun.

NMpoucxoxpeHne PpaHcuca NanbToHa

[anbmoH Obin ABOPOAHBIM BpaTom
Yapnb3a [JapsuHa no nx geny —
Opasmycy (Qpasmy) LapsuHy. Ero otuom
6bin Camioanb Teptnyc arbmoH, CbiH
Camtoang «[xoHa» anbmoHa. Cembs
[aribmoH Obina U3BeCTHOM U BECbMa
ycrnewHou B cdpepe N3rotoBreHns
OpYXusi 1 DaHKMPCKOM fene, B TO BpeMs
Kak [JapBWHbI OTNiM4anuncb B MeanumHe

N Hayke.



| emeaArormueckmir MeTOA

lcnonb3oBaHMe 3TOro MeToga BO3MOXKHO MULLb B
TOM clly4ae, Koraa U3BeCTHbl NPAMbIe
POACTBEHHUKN - Npeakn obnagartens
HacneacTBeHHOro npmusHaka (npobaHga) no
MaTEPUHCKON N OTLOBCKOWU NIMHUAM B paay
NOKOMEeHUN NN NOTOMKM NpobaHaa Takke B
HEeCKOIbKMX nokoneHusax. [posoantca aHanns
POOOCIIOBHOM C LIENbO YCTAHOBMNEHMS XapaKTepa
HacregoBaHUa nlydaemoro npusHaka. C
NOMOLLIbIO 3TOro MeToaa ObinNu onpeaenex.bl
NPU3HAaKKU, 3a pasBUTME KOTOPbIX OTBEYAIOT rEHbI,
HaxoasLwmecsa B ayTocoMax U NonoBbIX
XpOMOCOMaX.



1l emeaArormuyeckur METOA

SaAAHUE AAA VIAITUXCA: 01De0e1ume nun
1Hac1e008aHus 1e60PYKOCIIY

[eHeanoru4yeckum merton —

n3y4yeHue HacneaoBaHUA NPU3HAKOB C NOMOLWBH
COCTaBneHua poaoCcnoBHbIX
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[ 1o ayrocOMHO-AOMUHAHTHOMY THILY
HACACAYIOTCA

m [lonupakTununsa (yBenmyeHHoOe KOMYeCcTBO
nanbLues),

BecHyLwiku

PaHHee obnbiceHne
CpocLumnecs nanbLbl
KaTtapakrta rnas
XPYMNKOCTb KOCTeu

N mHorne gpyrmne (anbbmHU3M, pbiXne BOSIOCHI
No4BEPXXEHHOCTb NOMMMOMMUENNTY, CaxapHbIi
OnabeT, BpoXXaeHHas rryxoTa HacneayrTcs Kak
ayTOCOMHO-PELIECCUBHbIE).



bAM3zHeIroBeIT MeTOA
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HaGnronenust 32 MOHO3UTOTHBIMU OJIM3HEIIAMU JA0T MaTepHa JiJisi BBISCHEHUS POJIU
HACJIEICTBEHHOCTH U CPEIIbl B pa3BUTHM ITPU3HAKOB. [Iprdem 1o BHEMIHEN Cpenomn
MOHUMAIOT HE TOJIHKO Pu3nuecKre (PaxTopbl Cpelbl, HO U COLUAIIbHBIC YCIOBUSI.



Momo3urorasele 1
AMBUTOTHBIE OAM3HEITHI

MOHO3UIoTHbIE BNM3HELbI pa3BMBaKOTCA U3 OQHON 3UTOTHI,
KOTopada Ha ctagumn Apobrnenna pasgenunacbh Ha ase (Unm
boree) yacten. [NoaTomy Takme 6rm3aHeLbl reHETUYECKN
MOEHTUYHBLI N BCcerga ogHoro nosna. MoOHO3UroTHble 6nmM3Heub!
XapaKkTepuayrTcda 00nbLION CTENEHBLIO CXOACTBA
(KOHKOPOAAHTHOCTbLI) NO MHOMMM MPU3HaKaM.

On3unroTHble BrnmnaHeLbl pa3sBMBaloOTCA U3 OAHOBPEMEHHO
OBYNIMPOBAaBLUNX 1 ONNTIOAOTBOPEHHbIX Pa3HbIMU
crnepmaTo3ongamu snuekneTok. NMoatoMy oHM HacneacTBEHHO
pPa3nnUYHbl U MOTYT ObITb Kak OAHOrO, Tak M UM pa3Horo nona.
B oTnuyne oT MOHO3UIOTHbIX, AU3UTOTHbIE BIM3HELbl YacTo
XapaKTepuayTcsa AUCKOPAAHTHOCTbIO - HECXOACTBOM MO
MHOIMM npu3Hakam. [laHHble 0 KOHKOPAAHTHOCTWN BrM3HeLoB
MO HEKOTOPbLIM NpPU3HaKaM npuBeaeHbl B Tabnuue.



[ lirroremeTnuaecKm METOA

LinToreHeTnyecknin meToq OCHOBaH Ha N3y4yeHnn XpoMOCOMHOro Habopa vyenoseka. B
HOpPME KapuoTun Yyernoseka BKIto4aeT 46 XpoOMOCOM - 22 napbl ayTOCOM W [ABE NOMOBbLIE
XpOMocOMbI. icnonb3oBaHne JaHHOMo MeToda No3BONnIIO BbIIBUTL rpynny 6onesHen,
CBSI3aHHbIX NMMOO C NBMEHEHNEM YMCNA XPOMOCOM, NTMBO C NUBMEHEHUSIMU UX CTPYKTYPHbI.
Takne 6oMNe3HN NonyyYnnmn Ha3BaHMe XPOMOCOMHBIX. K MX YMCny OTHOCATCS: CUHAPOM
KnanHdensrepa, cuHgpom Lepelwwesckoro-TepHepa, Tpucomma X, cnHapom [ayHa v
apyrue. Yalue Bcero XxpOMOCOMHble DOMNe3Hu SBRASATCA pe3ynsraToM MyTauui,
Npoun3oLLeaLnx B NOMnoBbIX KNeTkax oqHOoro n3 poantenen BoO BpemMsi Meno3sa ( ).

BornbHble ¢ cuHgpomom KnanmHgensrepa (47,XXY) Bcerga My>XUnHbl. OHM XapaKkTepusyoTcs
HeJopa3BUTUEM NOSIOBbLIX Xenes, AereHepaunen ceMeHHbIX KaHanbueB, YacTo
yMC)TBeHHOl7I OTCTanoCTbO, BLICOKMM POCTOM (32 CHET HENPOMOPLUMOHASTbHO ASIMHHbIX
HOr).

Cunapowm LWepewesckoro-TepHepa (45,X0) HabntogaeTcs y keHwmnH. OH NposiBRsieTcA B
3ame[ieHnmn NonoBOro Co3peBaHns, He4opPa3BUTUN NOJSTOBLIX Xernes, OTCYTCTBUN
MeHCTpyaumn, 6ecnnoguun. XeHuwmHel ¢ cnHapomMom LLlepelieBckoro-TepHepa
HebOoNbLLIOro pocTa, NIeYn WNPoKue, Tasa y3kum, HKHNE KOHEYHOCTU YKOPOYEHbI, LLEeSs
KOpOTKasi Co ckragkamu ( :

CunHapom [layHa - ogHa U3 camMblx YacTo BCTPEYAOLLMXCA XPOMOCOMHbIX BbonesHen. OHa
pasBuBaeTCcs B pesynbrate Tpucommm no 21 xpomocome (47, 21,21,21). bonesHb nerko
AVAarHoCTUPYeTCH, TaK Kak UMeeT psf, XapaKTepHbIX MPU3HAKOB: YKOPOYEHHbIE
KOHEYHOCTM, MarieHbKUIK Yeper, NSI0CKoe, LUMPOKOE NepeHocke, y3Kue rnasHble LWenm ¢
KOCbIM pa3pe3oM, Hannyume cKnagku BepxXHeEro Beka, ncnxmyeckasl otcranoctb. Hacto
HabnogarTCa HapyLLEHUS! CTPOEHNSA BHYTPEHHUX OPraHoB.



[ lirroremeTnuaecKm METOA

N3y4yeHne Konnyectea 1 OpMbl XpPOMOCOM
Npwv NoMoLLx MI/IKpOCKOI'Ia
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[ [irroTOreHEeETUYECKUIT METOA

Puc. 9. Hepacxomerme TIOMIOBBIX xpomocom TpM Medo3e, 06pasoBarme CIIepMATO30MAOE ¢
TMUHEH TIOMOBOH XpOMOCOMOH ¥ Be3 MON0BOH XpOMOCOMSL

Puc. 10, Crmapom epemesckoro-Teprepa
u crmgpom Knasmdensrepa,




brnoxuvmuaeckum MeToA

Buoxnmmnyeckmm metoz No3BosisieT 0OHAPYXUTb HapyLLEHNS B
obmeHe BeLWeCTB, BbI3BaHHbLIE MYTaUUSMKN FTEHOB U, Kak CneacTaume,
N3MEHEHMEM aKTUBHOCTU PasfNYHbIX EPMEHTOB.
HacneactBeHHble 60ne3HM oOMeHa BELLECTB NoapasaensatoTcs Ha
bonesHn yrrneBogHoro obmeHa (caxapHbin anaber), obmeHa
aMUHOKWCIOT, NIUNMaoB, MMHEPaNoB 1 Ap.

DEeHUNKETOHYPUS OTHOCUTCS K BONe3HAM aMUHOKUCITOTHOrO obmeHa.
[Mpn aTOM BNOKMpyeTCcs NnpeBpaLleHne He3aMeHNMOWN
aMUHOKMCIOTbI beHnnanaHuH B TUPO3NH U peHnnanaHuH
npespaLllaeTcd B GEeHUNMMPOBUHOIPaaHYI KUCIOTY, KOTopas
BbIBOAUTCA C MOYoW. 3abonesaHne NnpmMBoauT K ObICTPOMY
pa3suTuio criaboymus y geten. PaHHAS gMarHoCTuka n gueta
NO3BOMSAKT NPUOCTAHOBUTL pa3BuUTUE 3abosieBaHmA.



HekoTopble XpPOMOCOMHbIEe
BOJIESHN HEJIOBEKA

B oTHOmIEHUHN
YeJIOBEKA TaKXKE
NMEJINCh
>KI3HCHHBIC
HAOJIIOZICHUS,
OTHOCSIIIINECS K
HACJICJOBAHMIO
Pa3HOOOPA3HBIX
ITPU3HAKOB




DaAKTOPHI, CITOCOOCTBYIOITHAE PA3BUTHIO
XPOMOCOMHBIX 3200AEBAHUN

dusnyeckme(pasnnyHbie BUAbI
NOHU3NPYIOLLIEN pagnaumn u
yrbTpadroneToBoe nUsry4vyeHue)
Xumnyeckume (pasHoobpasHble BELLECTBA)
buonornyeckue (BMpycHble MHJEKLUN)
CemenHas npenpacnonoXXeHHOCTb
BospacTt pogutenen (Yallie martepm)
dusnveckoe 300pOBbLE POANTENEN



XPOMOCOMHBIE DOAE3HU

|
TeTpanioaus

m BHYTDUXPOMOCOMHbIE  MEXXDOMOCOMHbIE
Tpunnoaus

m Jeneyns TpaHC/10KaLms
aHeynoaus

m JyravKaums npocTas

m UHBEDPCUS PELMNPOKTHAsA

m TPaHCronyms pobepTCOHOBCKas




Curopom Aayra

IIDUCOMUA 110 21-u XpoMocome

m 8cmpeyaemcs y
HOBOPOXKOEHHbIX C
yacmomou 1:700
COOMHOWIeHuUe r1osios

Heu38eCIHO '
m KrnuHu4yeckas xapakmepucmuka:
_TuniuyHoe rirnockoe nuyo i ‘

MoH20510UOHbIU pa3pes ara3
OmkpbimbiUu pom

[lnockas nepeHocuya
3ybHbIe aHOMauu




Cruaapom 0oaesan AayHa
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Cunopom 1lamay
(1prcorug no 13-1 xpomocone)

m ecmpedyaemcsdy
HOGOpO)KOGHHbIX C Yacmomou

1:5000 - 1:7000
coomHoweHue nosioe M1:>K1




Cvapom daBapAaca

Tpucomus 110 18-i1 xpoMocome)

m 8cmpevyaemcs y HOBOPOXXOEHHbIX C
yacmomou 1:7000
coomHouweHue rosioe M1:2K3




Cundpom «xoutausezo Kpuxan




IIpogpuraxmuxa

Haubornee pacripocmpaHeHHbIM U 3¢bgbeKmuUB8HbIM
100X000M K ripogburiakmuke Hacrieo0cmeeHHbIX
borie3Hel A86r19emcsd MeouKo-2eHemu4YecKas
KOHCYrbmauus.

Cymb KOHCYNbMUPOBaHUS 3aK/iro4aemcsi 8
criedyrouwem:

1) onpeoderieHuUe rnpoaHo3a poxxo0eHus pebeHka ¢
HacrieocmeeHHoU 60r1e3HbI0;

2)  0bbscCHEHUE 8epPOSMHOCMU 3Mo2o cobbimusi
KOHCYIIbmMUupyrouwUuMCs,

3)  MOMOWb CEMbE 8 MMPUHAMUU PEeWeHUs



1.

B xauecmee saxpenaerus noayuenrvix snarnu
YuamuMca npeoiazaemcs mecm

. Kak Ha3bIBaeTca MeToA, CyLWHOCTb KOTOPOro coctaBnsieT
CKpeluymBaHue poanTeribCKMx hopm, pasnuyaromxca no pagy
NPU3HaKOB, aHariu3 UX NPOSIBNIeHNA B psae NOKONEeHUU

A) rubpungonorndyecknm b) umtoreHeTndeckum B) GnnsHeLoBbIM

[') Buoxmmmnyecknm

2 C noMoLbIO KaKoro metoaia BbISIBNAETCA BNUAHME reHOTUNa u
cpenbl Ha pa3BuUTUE pedeHKa
A) reHeanornyeckoro b) bnnsHeuoBoro B) uutoreHeTU4ECKOIO

[') rmbpuagonornyeckoro

3. . XpOMOCOMHbIe Habopbl 3A0POBbLIX U OOMbHLIX NMOAEU U3YYaloT,
ucnonb3ys meton
A) reHeanornyeckmn b) untoreHetTndeckumn B) 6riM3HeLOBbLIN

[') rmbpunaonornyeckum

. XpOMOCOMHbI€ HabOpPbI 340POBLIX U OOMbHbLIX JIIOAEN U3YYaloT,
ucnosnb3ys MeTon
A) reHeanornyeckmn b) umtoreHetndecknn B) GnmnsHeuoBbIN

[') rmbpugonornyeckmn

5. Kakasi uasmeH4YMBOCTb OOycnoBnMBaeT pa3nuive ¢peHOTUNOB
ogHoANLUEeBbIX OfIU3HEL 0B
A) reHHasa b) reHomHas B) mogudukaumoHHasa ) myTaunoHHagq



6. OoHossMLOBbIEe ONMU3HELlbl B OTIINYNE OT
pa3HOAULOBbIX

A) moryT ObITb pa3Horo nona b) Bcerga ogHoro nona
B) nmeloT ogmMHaKkoBbIN BEC

[) UMeT oanHaKoBbIE pasmepbl

7. C nomMoLbIO reHeanorm4ecKoro metoga MoXxHo
BbISSCHUTb

A) XxapakTep N3MeHeHUs reHoB

b) BNuaHne BocnnuTtaHns Ha pa3BUTUE MCUXNYECKUX
0CODeHHOCTEN YenoBeKa

B) 3akoHOMepPHOCTN HacnegoBaHUA NMPU3HaKOB Yy
YyernoBeka

[) XapaKkTep N3MEHEHNS XPOMOCOM

8 MeToa UsyvyeHus1 HacnNeaACcTBEHHOCTU YerioBekKa,
B OCHOBE KOTOPOro NeXUT n3yvyeHue Yymcna
XpPOMOCOM, OCODEHHOCTEeN UX CTPOEHMUS,
Ha3bIBaKOT

A) reHeanornyecknm b) GnmusHeuoBbiM B)



Hexoropeie TepMuHbL

AnnerbHble reHbl - reHbl PacrnonoXeHHbIe B OQHUX U TEX Xe MeTax
(nonycax) roMosiorMYHbIX XpOMOCOM.

AIbTepPHATUBHbIE NPU3HAKM - NPOTMBOMNOSIOXKHbIE KAa4YeCTBa OAHOIO
Npu3Haka (Kkapue unm ronybblie rnasa, CBeTSble UM TEMHbIE BOSIOCbI U T.
a.)

[eH - y4acTok monekynbl [JHK oTBETCTBEHHbLIV 3a NPOsBieHne OgHOro
Npu3HaKka n CUHTE3 onpeaeneHHon MosieKyrnbl benka.

[€HOTMMN - COBOKYMHOCTb HACeACTBEHHbLIX MPU3HAKOB MNOfyYeHHble OT
poguTenen.

[[OMOSIOrMYHLIE XPOMOCOMbI - MAapHbIe XPOMOCOMbI O4MHAKOBbIE MO
doopMbI, BENUYNHE N XapaKTepy HacneacTtBeHHOW NHdopmaunn.

LJoMUHaHTHLIN NPU3HaK - npeobnaaaowni NpusHak NPosSBASOLWMNCS B
NOTOMCTBE B J1t0OOM COCTOAHUMN.

PeLeccnBHbIV Npu3Hak - nogaBnsgeMbli NpU3HaK nposiBAALWNNCS
TONIbKO B FOMO3UTOTHOM COCTOAHUN.

®eHOoTuM- COBOKYMHOCTb NMPU3HAKOB 1 CBOUCTB OPraHM3moB
NpOSABNSALLAACA NPU B3aMMOOENCTBUSA reHOoTUNna Co cpeaoun u
MEHSIIOLLIAACH B NPOLECCe XU3HU B 3aBUCMMOCTU OT cpefbl 0OUTaHums.



