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Ocob0eHHOCTM YernoBeKa Kak
oObLeKTa reHeTU4YeCKux

nccnegoBaHUn
,D,J'IFI reHeTnu4eCKux nccrieaoBaHnii 4YeJjioBeK ABJ1AETCH

HeyaoOHbIM OOBEKTOM, TakK KakK y YernoBeka:
1) HEeBO3MOXXHO 3KCMEPUMEHTaNbHOE CKpeLlBaHNE;

2) 6onblIoe  KOMWMYEeCTBO  XpoMocoM 46 B
avnnounagHom Habope;

3) no3gHO HacTynaeT nonoBas 3PenocCThb;
4) Marsioe Yncro NOTOMKOB B KaXXJoOW CEMbE;

5) HEBO3MOXHO ypaBHMBAHME YCMNOBUWU XU3HU ON4
NOTOMCTBA.

I'IosTomy B TEeHETNKE YeEJlIOBEKA WUCIOJIb3YETCA PAL
CI'IeLI,I/ICbVI‘-IeCKI/IX METOAOB NCCJ1eAO0BaHUA.
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MeToAabl UccrneaoBaHUW

[ eHeanorn4yeckun
brnn3HeuoBbIN
LiInToreHeTn4yeckmnu
brnoxmmmyecknm
[TonynAauMOHHO-CTaTUCTUYECKNU



[[eHeanornyeckuun meton

OcHOBaH Ha COCTaBlEHUUN POOOCIOBHOIO
apeBa MHOTMX MOKOMEHUN U U3yYeHUn Tuna
HacnenoBaHUSA (AOMWUHAHTHbLIN Nnu
PELIECCUBHbLIN, CLIEMNEHHLIA C MNOSIOM WK
ayTOCOMHbIN).

Pesynerar: onpeneneHune e
HacnegoBaHUA WU pUCKaA  MPOABNEHUS
HacneaCcTBEHHbIX HapyLUeHNN Y NMOTOMKOB



YCcnoBHbIe 3HAaKU, UCNONb3yeMble
B POAOOCIIOBHbIX

1 — MYXXYMHA; 2 — KEHLUWHA; 3 — MON He BbISICHEH; 4 —
obnapartenb nM3y4aemoro npusHaka; 5 — reTepo3vUroTHbIN
HOCUTENb WN3Y4aeMoro pPeEeLecCCMBHOIO TreHa (MHorga
n3obpaxkaeTcsa cepbiM LIBETOM UIN LUTPUXOBKOW); 6 — Opak;
7 — Bpak My>X4nHbI C ABYMS XXEHLUMHAMU; 8 — POACTBEHHbIN
Obpak; 9 — poauTenun, OeTU U NOPSAOK UX POXAEHUS; 10 —
OU3UToTHbIE Bnn3Helbl; 11 — MOHO3UIOTHbIE OrKn3HeLb!.
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3HayeHue reHeanorM4eckKkoro
MmeToaa

Bnarogaps reHeanorm4eckomy mMeToay ObIn
onpeaeneHbl TUMbl HacnegoBaHWA MHOTMMX MPU3HAKOB Y
YyenoBeka.

Tak, No ayToCOMHO-OAOMWHAHTHOMY TWMY HaCeaylTCs
nonuaakTunua (yBenmyeHHoe KONMYecTBO NanbLeB),
BO3MOHOCTb cBepTbiBaTb  A3bIK B TPYyOOuKy,
bpaxnaakTnnus (KOpPOTKOManocCTh, obycnoBrieHHas
OTCYTCTBMEM [AOBYX (anaHr Ha nanbuax), BECHYLLKH,
paHHee o0brnbiCeHMe, cpoclunecsa nasnblubl, 3as4bda ryoa,
BOSYbA MacTb, KartapaKkra rnas, XpPYnkocTb KOCTEN U
MHOrne gpyrue.

AnNbOVHN3M, pbbKMe BOJ1OCH!, NnoaBEPXXEHHOCTb

NOJIMOMUETINTY, caxaprn‘/'l anaber, BPpOXAEHHAA ryxora
1T NONVvVFrAEe MNDNIA2AUAVYIA HAachanvinTead KAy AvToOCONMUO-



3HauYeHue reHearnorm4eckoro

> MeToAda
Llenbin pag npu3HakoB HacneaoyeTcs cuenseHHo C NOSoM:
X-cuenneHHoe HacnegoBaHue — remodpunums,

0anbTOHU3M:;

Y-cuenneHHoe — TUNepPTPUX03 Kpask YLLIHOW paKOBUHbI,
nepenoH4YaToCTb NanbLEB HOT.

MmeeTca psa reHoB, NOKanmM30BaHHbIX B FOMOJSTOMMYHbIX
ydyacTkax X- U Y-XpoOMOCOM, Harnpumep obLias LBeToBad
cnenoTa.

ichonb3oBaHMe reHeanorMyeckoro MeToda Mnokasano, 4TO  Mpwu
pPOOCTBEHHOM 6pake, NO CPaBHEHUD C HEPOACTBEHHbLIM, 3HAYUTENLHO
BO3pacTaeT BEPOATHOCTb MOABMEHUA YPOACTB, MEPTBOPOXAEHUN, paHHeEN
CMEPTHOCTU B NOTOMCTBE. B poacCTBEHHbIX Gpakax peuecCUBHLIE TEHbI
Yyalle nepexogsaTt B rOMO3UIOTHOE COCTOSAHME, B pe3yribTaTe pa3BmMBakoTCs Te
UNn wuHble aHomanuu. [lpumepom 3TOro 4BnNdeTcsd HacnegoBaHue
remMounumn B Lapckux gomax Esponbel.



3agaHue 1

N3yunte  pogocnoBHoOe  OpeBO  aHMMMUCKOU
KoposneBbl Buktopuw.

1) 3anuwmnTe MMEHa BCEX M3BECTHbIX HOCUTENEWN
reHa remounuu.

2) 3anuwumte uMMeHa - Bcex  3aboneBLumnx
remodonnmen NOTOMKOB KOponeBbl BUKTOpUK B TpEX
NMOKONEHUSAX.

3) Onpepenute BEPOATHOCTb POXAEHUA CblHA
remodounuka B bpake AnekcaHgpbl n Hukonas Il.

OTBET ohopMUTE TEKCTOBLIM (pannom B popmaTte

Aac mnm dacy
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bnn3iHeuoBbLIN MeTOoq

OCHOBaH Ha M3y4YeHUN TEHOTUMUYECKUX W
doeHOTUNMNYECKNX OCODOEHHOCTEN
OHOANLIEBLIX N pa3HOAULEBBLIX ONTM3HELOB.

Pe3ynbTaT: onpegeneHne oTHOCUTENBLHOIO
3Ha4YeHus HacneaCcTBEHHOCTMU n
OKpy>KalLllen cpeaobl B POPMUPOBAHUN U
Pa3BUTUN Npu3HaKoB 4yerioBeYecKoro
opraHusma.



OaHosiMueBble ON3HeLubl

MoHO3UroTHble (ogHOAMLEBbLIE 4 < "y.,-,'

MNN  MOEHTUYHble) Onu3Heubl v = &

Pa3BMBAlOTCA U3 OOHOW 3UTOThbl, || A
KoTopasi Ha cTagun OpobneHus
pasgenunace Ha pABe (mnn . = -9
bonee) yacTtu. [loaToMy Takue ;«:;
OrnnsHeubl reHeTUYEeCKN

MOEHTUYHbl W Bcerga OOHOoro
nona. MoHO3UroTHble ONU3HeLUb!
XapaKkTepusytoTcH ObonbLion M=
CTEMEHbIO CXOACTBA MO MHOMMM SAE A
Nnpu3Hakam. : |




Pa3sHosinueBble ONn3Heubl

[n3nrotHble (pasHoaunueBble UNU
HEOEHTUYHbIE) onnsHeubl

pa3BmBaloTCA U3 OBYX unn bonee
OOHOBPEMEHHO  CO3pPEBLUUX WU
ONf0A4O0TBOPEHHbIX pasHbIMU

cnepmaro3ongamMmn  SAULIEKNETOK.
[ToaTOMYy OHM MMEKT pasfnyHbIe
EHOTUMbI U MOTYT ObITb Kak O4HOTO,
Tak 1 pasHoro nosna. B otnnyne ot

MOHO3UIOTHbIX, OWU3UTOTHbIE
6rn3Heubl XapaKTepusyrTcd
HeCcxo4CTBOM no MHOIUM

npuaHakam.



1 LCIVUJIVCL = PddonVUn1VILIC DO DIT
Onu3Heubl, ocTarnbHbIe -

OOPMUPOBAHUE bJ/JIM3HEIIOB




3HavYeHue onun3HeLoBOro
MmeToaa

bnarogaps bnusHeuoBomy Metoay, bbina BbISICHEHA
HacneacTBeHHAsA npeapacrosfioXXeHHOCTb YerioBeka K
pagy 3aboneBaHun:  WUKM30MpPEHUN,  ANUNENCUMN,
caxapHOMYy OnabeTty n apyrmm.

HabnogeHnsa 3a MOHO3UTOTHBIMW Brnin3Heuamu garoT
MaTepuan ans BbIACHEHUA POnn HacneacTBEHHOCTU U
cpedbl B pa3BuTM npusHakos. [lpnyem nog BHELLHEN
cpenon NMoOHMMAalOT HEe TONbKO dou3nyeckne pakTopsbl
cpenbl, HO N counanbHble YCNOBUA.



LinToreHeTnyecknm meton

OcCHOBaH Ha U3y4YeHUn XPOMOCOM YerioBeKa
B HOpMe W npu naronorun. B Hopwme
KapuoTKUM YernoBeKa BKITIOYaET 46 XPOMOCOM
— 22 napbl ayTocoM W [OBe TOJioBble
XPOMOCOMBI.

Pe3dynbrat: Mo3BOMNSET BbIABUTbL PyMny
bone3Hen, cBA3aHHbIX IMOO C N3MEHEHUEM
ymucrna XpomMocoMm, NMMbo ¢ N3AMEHEHUAMMN UX
CTPYKTYpbl. Takne 0OOMnesHn nonyynnu
Ha3BaHWE COOTBETCTBEHHO T[E€HOMHbIX W
XPOMOCOMHbIX.



KapuoTtun 3gopoBoro 4yenoBeka -
MY>XXYUHbI
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KapuoTun yenoBeka c
cuHgpomom LllepelueBCKoOro-
~ TepHepa

PSS Curapom |epeweackoro-Teprepa, 45/ X0

o

.i o' . -"“‘.";f.:\

k(, K h o8 1 38 D) [T

L - ‘.
e | t”f' £

S NIRRT TR T



KapuoTtun yenoBeka c
cuHgpomom [layHa
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Kapuotun yenoBeka c
cuHapomom KnanHdenbrepa
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XapakTepucTuka reHOMHbIX
naTonorun

bonbHble ¢ cuHgpomom KnauHdenbrepa (47, XXY) Bcerga
MY>X4MHbI. OHM XapaKTepu3yTCs Hedopa3BUTUEM MOSIOBbIX XESE3,
OoereHepaunMen CeMeHHbIX KaHanbueB, 4YacTo YMCTBEHHOW
OTCTalloCTblO, BbLICOKMM POCTOM (3a CYET HenponopuuoHasribHO
ONWHHbIX HOT).

CuHgpom TepHepa-LlepeweBckoro (45, X0) Habniogaetca y
XeHWwuH. OH nposaBnseTca B 3aMedsieHUn nosioBOro CO3peBaHuUs,
HeOopas3BUTUM  MOSIOBbIX keres, 6becnnogmn. XKeHWuHbl C
cuHgpomom TepHepa-LlepelueBckoro nmeroT marnbel pocT, bonee
pasBuTa BEPXHASA YacTb Tena, nreyvun LWMpoKkue, Tas y3Kum — HUXHuE
KOHEYHOCTM  YKOPOYEHbl, LWed KOpOoTKad CO  CKagkamu,
«MOHIOSTOMAHbINY pa3pes rnas v pag apyrnx npusHakos.

CuvHgpom [layHa — ogHa M3 caMbIX 4acTO BCTpedvatoLnxcd
XPOMOCOMHbIX 0OonesHen. OHa pasBMBaeTCA B pesyrnbraTte
Tpucomum no 21 xpomocome (47; 21, 21, 21). bonesHb nerko
ONarHOCTUPYETCH, TaK KakKk MMeeT pad XapakTepHbIX MNPU3HaKOB:
YKOPOY€EHHbIE KOHEYHOCTU, ManeHbKUN Yyepen, ninockoe, LMpoKoe
NnepeHocbe, y3Kne rmasHble LWenn C KOCbIM paspe3oM, Hanumyue
CKnagkm BepxHero Beka, TMcuxmyeckasd oOTcTanoctb. Yacto
HaoOnoarTcd N HapVLLEeHUS CTpoOeHna BHYTPEHHUX OpraHoB.



LI,MToreHeTMLleCKm‘/’l MeToA:
aBKa

Martepuanom ang Kapmomn POBaHUA 4alle BCero sBNsATCH
numdouuntel KpoBu. KpoBb 6Oepercsa y B3POCHbIX M3 BEHbI, Y
HOBOPOXOEHHbIX — N3 ManbLla, MOYKN yxa nUnu naTkni. JinmdounTol
KyNbTUBMPYIOTCA B OCODOM NUTaTENbLHOM Ccpede, B COCTaB KOTOPOW
nobaBneHbl BELWECTBA, «3acTaBndalome» NMmMgounTbl MUHTEHCUBHO
OenuTbCcsd MUTO30M. Hepe3 HEKOTOPOE BPEMS B KYIbTYpy KMNEeTOK
000aBnsAT KONXMUNH. KONXULUMH OCTaHaBNMBaeT MUTO3 Ha YPOBHE

MeTadoasbl.

[lanee Knetku NepeHoCATCA Ha npeamMeTHble CTeKrla, Cywartcd U
OKpawnBaroTCA pa3sindyHbiM KpaCUTETTAMM. OKpaCKa MOXET ObITb

a) PyTUHHOU (XpPOMOCOMbI OKpalLUnBaOTCA paBHOMEPHO),

6) anddepeHunanbHoOn (XpOMOCOMbI NPUOBPETAIOT MONEPEYHYIO
NcYEepPYEHHOCTD, npuyem Kakgas XpomMocoma nmeert
NHOMBUAOYanbHbIM PUCYHOK).

PyTMHHas oKpacka MnOo3BONMAET BbiABUTb T[E€HOMHble MyTauuu,

onpefenuTb rpynnoByto NPUHAANEXHOCTb XPOMOCOMbI, y3HaTb, B
Kakou rpynne M3MeHurocb 4mcro xpomocom. undpdepeHuymanbHas
OKpacKa Mo3BOSideT BbidABUTb XPOMOCOMHbIE MYyTaLUW, onpeaenuTb
XPOMOCOMY OO0 HOMEpPA, BLIACHUTL BUO XPOMOCOMHOW MyTaLUW.



buoxnmuyeckun meton

OcHOBaH Ha WU3YYEHUN  XUMUYECKOIO
cocTaBa KOMMOHEHTOB BHYTPEHHEN cpeabl U
PA3NMUYHBLIX )KUOKOCTEU U TKAHEWN YENOBEKaA.

Pe3dynbrat: 0OHapy)XnTb HapylleHUS B
oObMeHe BellecTB, Bbl3BaHHbIE U3MEHEeHUeM
[EHOB W, KaK creacreve, W3MEHEHUEM
aKTUBHOCTU pPa3nMYHbIX PEPMEHTOB.



buoxnmuyeckun meton

OcHOBaH Ha WU3YYEHUN  XUMUYECKOIO
cocTaBa KOMMOHEHTOB BHYTPEHHEN cpeabl U
PA3NMUYHBLIX )KUOKOCTEU U TKAHEWN YENOBEKaA.

Pe3dynbrat: 0OHapy)XnTb HapylleHUS B
oObMeHe BellecTB, Bbl3BaHHbIE U3MEHEeHUeM
[EHOB W, KaK creacreve, W3MEHEHUEM
aKTUBHOCTU pPa3nMYHbIX PEPMEHTOB.



BuisBnsaemblie 3adboneBaHuns

PeHUNKeTOHypnUsa OTHOCUTCA K OonesHsim
aMUNHOKNCIOTHOIoO obmMmeHa.

bnokmpyetca npesBpalieHne He3aMeHUMOWU
aMWUHOKMCNOTbl (PpeHunanaHuH B TUPO3UH, MpPWU
9TOM doeHnnanaHuH npeBpaLlaeTcd B
doeHunnNMpoBUHOrpagHyd  KUCMOTY, KOoTopad
BbIBOOUTCSH C MOYOMW.

3aborneBaHne NpuBOAUT K ObICTPOMY Pa3BUTUIO
crnaboymuna y pgeten. PaHHAA OuarHocTuka wu
OueTa Mo3BOSIAT MPUOCTAaHOBUTL pa3BUTUE
3aboneBaHus.



[MTonynsauMOHHO-CTaTUCTUYECKUMN
MeToA

OcHOBaH Ha M3y4YeHUU pacrnpocTpaHeHUs
HacneaCcTBEHHbIX NPU3HaKoB
(HacnenCTBEHHbIX 3aboneBaHuni) B
nonynsaumsax.

Pe3ynbraT: onpeaneneHne BepPOATHOCTU
NPOSABNEHNS HACEeOCTBEHHbIX 3aboneBaHnN
y onpeneneHHbIX nonynsunm



