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N3y4yeHne HOBOro Marepuana
3a/la4M reHeTUKU YesloBEKA

YenoBek Kak cneumduyeckum
06bEKT reHeTUYECKOro aHa/im3a

MeToabl MccneaoBaHUA FrEHETUKMU
Yye/loBEeKa: reHeasIormyeckun,
6/1M3HEeL0BbIM, BUOXMMUYECKMH,
LMTOreHeTUYECKMM

XPOMOCOMHbIEe 60/1€3HM

[ eHeTUKa n MeamumHa. MeamKo-
reHeTU4YeCcKoe KOHCY/IbTUPOBaHME




3a/la4n reHeTUKU YesioBeKaA

-1 onpeAeneHune nosIHOM HYKNeoTUAHOM
nocnegosatesibHocTM [IHK reHoma 4yenoB
JIOKaM3aumm reHoB 1 Co3ZaHnm UxX GaHKa;

-l PaHHAA ANAlTHOCTHUKaA H&CIIG,D,CTBGHHOFI
MNaToJZIOrMN NyTEM COBEPLLUEHCTBOBAHUA METO
NnpeHaTa/ibHOU U SKCINpeCC - ANAlrHOCTUKMH,

2 LUMPOKOE BHEAPEHME MEAUKO-TEHETUYECKOrO
KOHCY/IbTUPOBAHMS;

_) pa3paboTKa METOA0B reHHOM Tepanuu
HaceACTBEHHbIX 3a60/1€eBaHMU Ha OCHOBE
reHHOU MHXXEHEPUU;

BbIAABJIEHME FEHETUYECKM OMNACHbIX (DAaKTOPOB
BHELWHEW Ccpebl U pa3paboTKka METOZ0B MX
HEUTPaAU3aLumu.




YenoBEK KaK reHEeTUMYECKUM OO BEKT

-1 CNoxXHbIM KapMOTUM - MHOIO
XPOMOCOM M Fpynn CUENIEHUS

1 HeBO3MOXHO JKCNnepnMeHTaJibHOE
NnoJiydeHne rnoTomMCTBa

- [o3aHO HacTynaeT noJsioBas
3pesIoCTb U pefiKaAa CMeHa
MOKOJIEHUU

1 MaJsioe YMcI0 NOTOMKOB B KaXKa0oM
cembe

HeBO3MOXHOCTb CO3/1aHMA
OJMHAKOBbIX YC/I0BUM KMU3HM.




MeToabl nccnesoBaHUA FTEHETUKM
ye/loBeKa

[eHeanormIecK [Tymores

buoxmvmueckuii  brM3HEIOBBIH




®. anbTOH- aBTOp MHOMMX MeToA0B

MccneanoBaHUA reHEeTUKU YesloBeKa
2 lNpoucxoxaeHne OpaHcuca anbToHa

-1 Cop OpaHcuc lNanbToH (16 depana 1822 —
17 anBapa 1911) — aHI IMMCKUM
nMccnegoBaTenb, reorpad, aHTponoJior
M NCUXO/I0T; OCHOBATE b
A dpepeHUMasibHOM NCUXON0M U
1 NCUXOMETPUKU. Poamnnca B bupmuHreme,
B AHrmum.

21 FanbToH 6b11 ABOOPOAHBIM 6paTOM Yapb3a
[lapBMHa no nx geay — JpasMycy (Ipasmy)
AapBuHy. Ero otuom 6bin CaMioanb TepTryc
[[@anbTOH, cbiH CaMioana «/xKoHa» ['anbToHa.
CeMbA anbToOH 6bl1a M3BECTHOU M BECbMa
YyCNewHoM B cdhepe M3roToBJIEHUA OPYKUA
M BAHKMPCKOM Jene, B TO BpeMs KaK
ZlapBUHbI OT/IMYA/IUCL B MeAMUMHE U Hay




[eHealorMyeckum meTon

Mcnonb3oBaHUe 3TOM0 MeToA4a BO3MOXKHO /1
TOM CJlyvae, Korga M3BeCTHbl NpAMble
DOZICTBEHHMKM - NPeaKU obnagaTens
Hac/1e/ICTBEHHOro NpM3HaKa (npobaHAaa) no
MaTEePMHCKOM M OTLIOBCKOM JIMHUAM B pAaY
MOKOJIEHUM MUJIM MOTOMKM NPO6GaHAAa TaKKE B
HECKOJ/IbKMX MOKOJIeHUAX. [IpoBOAMTCA aHa/IM
DOJOC/IOBHOM C LIEJIbIO YCTAHOBJIEHMS
XapaKTepa Hac/ie4oBaHUA M3YyYaeMOoro
npm3Haka. C NOMOLLbIO 3TOro MeToaa 6b1u
onpeaeneHbl NpM3HaKku, 3a pasBUTHME KOTOPbIX
OTBEeYalT reHbl, Haxo4AWMecAa B ayToOCOMax U
NOJIOBbIX XpPOMOCOMaAX.




[eHealorMYeckum metoa
3ajaHue N8 yyalmxca: onpedesiume mu
HacsedosaHuUs 1esopyKocmu

[eHeanorn4yeckmm metoa —

n3y4yeHue HacnegoBaHUAa NPU3HakoB € NOMOLWBHD
COCTaBneHua poaocCnoBHbIX

HacnepogaHue | .
NeBOpPYyKOCTU T -
@ éku
KOnAT.
;]_\- HapansD




[lo ayTOCOMHO-AOMMHAHTHOMY TUNY
Hac/leayTcA

2 MNMonupaktuama (yBesiM4eHHOE KOIMYECTBO
nasbLeB),

BeCHyLWWKM

PaHHee 06/1biIceHne
Cpoclumeca nanbubl
KaTapaKkTta rnas
XpYMNKOCTb KOCTEM

N MHOrue apyrue (anlbOUHU3M, pbiXKUE
BOJ10CbI MOABEPHEHHOCTb MO/IMOMUESINTY,
caxapHbl1 AMABET, BPOXKAEHHAA r/1yxoTa
Hac/eaylTcsa KaK ayTOCOMHO-
peLecCcuBHbIE).
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ban3HeLoBbIM MeToA
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HaOnronenusd 3a MOHO3UTOTHBIMA OJIM3HEI[AMU
JAOT MaTepuall A1 BEIICHEHUS POJIU
HACJICJCTBEHHOCTH U CPEJIbl B Pa3BUTHUU
Ipu3HaKoB. [IpyuueM o BHEIIHEN CpEON
IIOHMMAIOT HE TOJILKO (pu3nUecKkue (hakTo
Cpe/bl, HO U COIlMaJIbHBIC YCIOBMUAI.




MOHO3UIoTHbIE U
N3UTOTHbIE OJIU3HELLbI

MOHO3UroTHblE 6/IM3HEL|bl Pa3BMBAOTCA U3

O0JHOM 3UroTbl, KOTOPAsA Ha cTagmu
Apo6aeHMA pa3aenmnach Ha aBe (M

6onee) yacteu. [NoaTomy Takue 6am3HeLbl
reHeTUYEeCKM MAEHTUYHbI U BCeraa oaHoro
nosa. MoHO3MroTHble 6M3HELbI
XapaKTepU3YITCS 60/1bLLOM CTEMNEHDIO
CXOZCTBA MHOIMMM MPU3HAKaM.

/IN31roTHbIE 6/IM3HELbI pa3BUBAOTCA M3
0/JJHOBPEMEHHO OBYJ/IMPOBABLUMX M
OMN0A0TBOPEHHBIX Pa3HbIMM
cnepmMaTo3omaamm ArMLEKNeToK. MoaTomy
OHW HAC/1eICTBEHHO Pa3J/IM4Hbl U MOTYT BObiTb
KaK OJHOro, TaK 1 MM pa3Horo nona.




LMToreHeTM4eCKMM METO/ L OCHOBAH Ha U3yYeHUN
XPOMOCOMHOIro Habopa 4vesnioBeka. B Hopme
KapMoTUN 4YesioBeKa BK/OYaeT 46 XpOMOCOM\= 22
napbl ayTOCOM U AB€ NO0JI0OBble XPOMOCOMbI.
Mcnonb3oBaHWe AaHHOMO METOAA MO3BOJIMJIO
BbIABUTb rpynny 60s1e3Hen, CBA3aHHbIX JIM60 C
M3MEHEHUEM YMCNA XpOMOCOM JIM6O C
M3MEHEHUAMU UX CTPYKTYpPbl. Takmne 601e3HM
NoNyYnIN HazaBaHME XPOMOCOMHbIX. K 1x yncny
OTHOCATCA: cMHApPoM KnanHdpenbtepa, CMHAPOM
LLlepewieBcKoro-TepHepa, TpMcomMma X, CUHAPOM
/layHa v gpyrue. Yalle Bcero XpOMOCOMHbIe
60N1€3HM ABNAIOTCA Pe3y/IbTaTOM MYTaLMH, (
npousollejLnX B NON0BbIX KJIE€TKaX 0/HOIo M3
poamTesien BO BpeMA MeMo3sa



BUoXMMHMYECKUM MeTOo MNo3BOoNAET
OOHapYXMTb HapYyLUEHUSA B OOMEHE
BELLLECTB, Bbl3BaHHbIE MyTaUUAMMU FEHOB U,
Kak cneacteme, MU3MEeHEeHMEM aKTUBHOCTU
pPa3/IMYHbIX pepMeHTOB. HacneacTBeHHblE
60/1€3HM OOMEHa BeLWecTB
noZpa3aensatTca Ha 601e3HU Yr1IeBOAHOIO
obMeHa (caxapHblM AMabeT), obMeHa
AMUHOKMCNOT, IMNUA0B, MMHEPAJIOB U AP.

DEeHNIKETOHYPHA OTHOCUTCA K 60N1IE3HAM
AMUHOKMCNOTHOro obmeHa. lNpu 3Tom
610KMpPYeTCA NpeBpaLleHMe HE3aMEHUMOU
AMUHOKMCNOTbl PeHMIaNIaHNH B TUPO3UH U
(deHuNnanaHMH npeBpawlaeTca B
MEHUTNMUPOBUHOIPAJHYIO KUC/IOTY,
KOTOopas BbIBOAMTCA C MOYOM.
3aboneBaHue NpMBOAMT K ObICTPOMY
Pa3BUTMIO CNABOYMUA Y JETEMN.
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daKkTopbl, CMOCOOCTBYIOLME PA3BUTUIO
XPOMOCOMHbIX 3a60/1€BaHUM

0 Ousnveckne(pasnmyHbole BUAbI
MOHU3MPYIOLLEN paauaLum U
Y/IbTPAaPUONETOBOE U3NTYYEHME)

1 XMMH4yecKkune (pasHoobpasHble
BellecTBa)

) bnonoruveckue (BMpYyCHbIe
MHPEKLMN)

CemenHas npeapacnosIoKEeHHOCTb
Bo3pacT poautenen (4alle Matepm)
dusnyeckoe 310poBbE poaMTENEN




XPOMOCOMHbIe 601€3HM

] XpOMOCOMHbIE MyTaLuu
reHOMHbIE MyTaLuK
TeTpannoaus

| BHYTPUXPOMOCOMHbIE
MEXXPOMOCOMHbIE TPUMNI0ANS

- ageneuud
TPAHC/TOKaUnA aHeEYN1o04n4

2 aynavkaums
npocras

MHBEPCUS]
DELMMNPOKTHAS

TpaHcno3nums
pobepTCOHOBCKas




CuHapoM JlayHa
(TpMcomma no 21-1U XpOMOCOME)
) Bctpevaetcay 5
HOBOPOKAEHHbIX C YaCTOTOU
1:700

COOTHOLWEeHME MNOoJ10B
HEN3BECTHO

2 KnnHun4deckas
XapaKTepMCTUKa:
TUnNMyHoe naocKoe aMuo

MoHronomnaHbIM pa3pes rnas
OTKPbITbIN POT

[1TnockaAa nepeHocuua
3yOHblE aHOMaNNU




CuHppoM [llaTtay
(Tprcomua no 13-u xpomocome)

) Bctpeyvaetcay 5
HOBOPOXKJAEHHbIX C YaCTOTOM

1:5000 — 1:7000
COOTHOLWeEHMe nosoB M1: K1

1 KanHMyeckas
XapaKTepUCTHKa:

Macca npu poXxXaeHUn HUxe
HopMbI (2500 r)

CyKeHHble rnasHble wenu

PacLienmHa BepxHeu rybol U
Heba

JedopMaumsa YLHbIX PaKOBMH




CnapoM JaBapaca
(TpMcommA no 18-M XpoMOCOME)

-1 BcTpe4vaeTcs y HOBOPOXKAEHHbIX
c yactoTtom 1:7000
CooTHoweHume nonos M1:K3

1 KnuHn4yecKas xapakTepucTHKa:

Macca npu poXKAeHUN HUXKE
HOPMbI (2177T)

HU»KHAA YenCcTb U POTOBOE
OTBEPCTME MaJIEHbKUE

YWHble paKOBMUHbI
1eOopMUPOBaHbI, PACMOJIOXKEHDI
HU3KO

KopoTKas Lwes

3aJeprKKa NCUXOMOTOPHOI0
Pa3BUTUSA




CUHAPOM «KOLlAYbero Kpuka»

1 KanHunyeckas
XapaKTepUCTUKa:

Cneumpryeckmm nnay
AcMMeTpuUAa mua
LLInpokaAa nepeHocuHua
MuKpouedanus
JlyHOOGpa3Hoe 1Ll

MoHronomnaHbIM pa3pes rnas




[IpodriakTHKa

1 Hanbonee pacnpocTpaHEHHbIM U
3P PEKTUBHBLIM NOAXOA0M K
npoMpUNaKTUKE HAC/IeACTBEHHbIX
6onesHen ABNgeTCA MeAMKO-
reHeTn4yecKaa KoHcynbtayma. Cytb
KOHCY/IbTUPOBAHMA 3aK/l04aeTCA B
CNleAyIoLLEM:

- onpejesieHne NporHo3a poXKAeHNs
pebeHKa ¢ HacneACTBEHHOMU
60N1€3HbIO;

0ObACHEHME BEPOATHOCTU ITOr0
COObITUA KOHCY/IbTUPYIOLWMMCS;

MOMOLLb CEMbE B MPUHATUU
peLleHns




