HACNEACTBEHHOCTb
7
3/10POBbE YEJIOBEKA




® [eHeTuKa -3To HayKa 06 0HOM U3 CaMblIX

COKPOBEHHbIX TaMHCTB NPUPObI -
HacneACTBEHHOCTU M U3MEHUYMBOCTM.

® HacnepcTBeHHOCTb - CBOMCTBO OpPraHM3MOB
nepejaBaTb CBOM MPU3HAKM M OCOBEHHOCTMU
Pa3BUTUA CIeAYIOLLLEMY MOKONEHUIO, MU

® HacnepacTtBeHHOCTb - CBOMCTBA OPraHM3MOB
obecrneymBaTb BOCNPOU3BEAEHME CXOAHbIX
0CO6€eMN B KaXKJ0M NMocneayowem NOKOJEHUM,
MaTepHasibHy0 U DYHKLMOHANIbHYIO
NPEEMCTBEHHOCTb MEXY POAUTENIAMU U AETbMM.




[Ipo6/1eMHblE BOMPOCHI

Kakue BellecTBa U CTPYKTYpPbl COCTaBAAOT
MaTepuaJibHble OCHOBbI HAC/I€ACTBEHHOCTM?

KakKMM nNyTeémM peasm3yeTca HaceaACTBEHHAA
nporpamMma B npouecce MHAMBUAYaIbHOIo
pa3BUTUA?

KaK B/MAET oKpyXawLaa cpeja Ha
(dopmMMpoBaHME NPU3HAKOB?

[ToyeMy HeOOXOAMMO M3Yy4aTb
Hac/1e4CTBEHHOCTb Ye/l0BeKa?
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[[eHOTUN YesIoBEKA - 3TO KOMOUHALMA
JOMUHAHTHbBIX M peLLEeCCMBHbIX FEHOB B
FOMOJIOrMYHbIX XPOMOCOMaX,yHacieJ0BaHHbIX
HanoJIOBMHY OT OTLA M HaMNoJIOBUHY OT MaTepU.

Y yenoBseKa 46 XxpoMOCOM UM 23 napbl.

OAMH Habop XPOMOCOM(23) pebEHOK noJiyyaeT oT
MaTepu, Apyrom(toxe 23) - oT oTua.

22 XpOMOCOMbI Y MY*UYMH U }KEHLIMH OAMHAKOBbI
M MO CTPOEHMIO, M MO PACMOJIONKEHHbBIM B HUX
reHax - ayToCOMbl,a BOT23 napa - 0CobeHHas.

3T BE XPOMOCOMbI Pa3/I4yaloTCa MeXy COb60oM,
NOTOMY YTO OHM ONpeAenAlT KaKoro nona
POAUTCA YenoBeK No3ToOMY MX M Ha3bIBaKOT
NOJIOBbIMMU M 0003HAYAIOT KaK X (MKC) U Y (Mrpek)-
XPOMOCOM®bl.
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® HacneactBeHHOCTb
MOXKET nepeaaBaTbCs &y
TOJIbKO Yepes
3apo/biLUEBbIE KNETKM.

® /lBe 3penble NonoBble
KNEeTKMN (MaTepUHCKaA
M OTLOBCKasA),
00beanHAACH, AatoT
3UroTy - UICTOK HOBOIO
OopraHM3ma, NopoBHY
oAapuBas ero
Hac/1eACTBEHHbIMU 1
daKkTopamH, TO eCTb
reHamu




® Pa3BuTME COBPEMEHHOM LUUBUIM3ALMM NPUBOAUT K
NOABJ/IEHUIO B OKpYKatoLen cpesie haKTopos,
YBEJIMYMBAOLMX YACTOTY MyTaLMM KaK B KJIeTKaX
Tena, Tak M B raMeTax yenoBeka. [osatoMy nepej
reHeTUYEeCKOM HAyKoM, B YaCTHOCTU Nepe/
MeNLUMHCKOM FreHEeTMKOMU, BCTasla HEOT/I0XKHaA
3a/la4a - Hay4MTbCA 60pOTbCA C NPOSABJIEHMEM B
beHoTUNE YeoBeKa BpeHbIX MyTaLMM, FEHHbIX U
XPOMOCOMHbIX, AMArHOCTUPOBATb HaC/N€/ICTBEHHbIE
3ab00/1€BaHMA Ha 1060 CTaauKM pa3BUTUA
OopraHM3ma, onpeaenaTb reHbl
NpeApacnooKEHHOCTM K HEKOTOPbIM
PacrnpoCTPaHEHHbIM 60NE3HAM




OcobeHHoCMU u3y4yeHUsa 2eHemuKu 4Yyesi08eKa

B HacTosAwee BpeMA rnaBHbIM
OOBbEKTOM reHeTUYECKUX
MCCNeJoBaHMM CTAHOBMUTCS YEJIOBEK.
Ans reHeTMYeCcKmx uccaeaoBaHmm
4ye/loBeK ABNISETCA 0OYEHb HEYA06HbIM
O6BHEKTOM MO pAAY NPUYMH:

- y YyenoBeKa 60/1blLOE KOIMYECTBO
XPOMOCOM;

- HEBO3MOXHO 3KCrNepmMeHTaJibHoE
CKpewmnBaHM1e;

- N0O34HO HaACTynaeT noJsjioBad 3pesioCTb,

- MaJio€ YMCJI0 MOTOMKOB B KaXKJ0M
CEMbE;

- HEBO3MOHO ypaBHMBaHUE YCJIOBUM
*KM3HU J19 MOTOMCTBA.




[[eHeasnocu4yeckuli Memood

OJHAKO, HECMOTPA Ha 3TU TPYAHOCTU, FEHETUKA YE/I0BEKA J0CTAaTOYHO
XOPOLLO M3Yy4YeHa. ITO OKa3a/10Cb BO3MOXKHbIM 6/1aroaps UCMNo/1b30BaHUIO
Pa3HOO6PA3HbIX METO/I0B MCCNEA0BAHUA.

[‘eHeanozuyeckuli Mmemod. MIcnonb3oBaHUE 3TOr0 METOZA BO3MOXHO /ULLIb B
TOM CJlyYae, KOrja U3BECTHbI NPsIMble POACTBEHHUKM — NPeKU 0bsiaaartens
Hac/IeICTBEHHOro NpM3Haka (NpobaHda) no MaTePUHCKOM M OTLIOBCKOM
JIMHMAM B pAAY MOKOJIEHMM MU NOTOMKM NPo6aHAa TAKKe B HECKOJIbKMX
nokoneHusx. [pobaHj - YenoBeK, C KOTOPOro HAYMHAETCS FrEHETUYECKOE
obcnejoBaHME CEMbU M COCTABJIEHME POJOCJ/IOBHOM.
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[[eHeasnocu4yeckuli Memood
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[lo ayTOCOMHO-AOMMHAHTHOMY TUMY HaceaylTCA:

NONMAAKTUNNA;

BO3MOHOCTb CBEPTbIBaTb A3bIK B TPYOOUKY;

O6paxuAakTMAMA (KOPOTKOMNAsoCb, 06YCN0BAEHHAA OTCYTCTBUMEM DanaHr Ha
nasbuax);




[[eHeasnocu4yeckuli Memood

X-Xpomocoma Llenbin paa npu3HaKoB HacneayeTcs CLenieHo
C NOJIOM:

X-cLenjieHHoe peLeccMBHOe Haclef0BaHMe —
g LBETOBasA CNenoTa repmodbuams, AabTOHU3M; X-CLeneHHoe
—I'emocpunus NOMMHAHTHOE Hac/lef0BaHUe - KOPUYHEBaS
3MaJib 3y60B.

Y-cuenieHHoe — runepTpmxo3 (NoBblWEeHHOEe
OBOJIOCEHUE YLIHOM PaKOBUHbI), NEPEMNOHKU
MeXay nabuamu.

Obwan uBetoBas
cnenoTta

F'MnepTpuxos

Y-xpomocoma




bausHeyosbili Mmemod

brusHeyamu Ha3blBalOT OAHOBPEMEHHO poaAMBLUMXCA AeTen. OHU ObiBatoT
MOHO3U20MHbIMU (OAHOAMLEBBIMMU) U QU3U20MHbLIMU (Pa3HOSAMLIEBbIMM).
MOHO3UroTHbIE 6/IM3HELbI Pa3BMBAOTCA M3 OJHOM 3MrOTbl, KOTOpasA Ha
cTagum ApobaeHus pasaenunacb Ha ase (Mam 6onee) Yacten. Mostomy
TaKue 6/IM3HeLbl FeHETUYECKU MAEHTMUYHBI M BCEeraa oAHOro nosa.




bru3Heyosbil Memod

MOHO3UroTHbIE 6M3HELbI
XapaKkTepu3syTcsa 60/1bLIoN
CTeneHblo CXoACTBa
(KOHKOPJAaHMHOCMbBHK) NO MHOTUM
NPpU3HaKaM.

Mo TeM Npu3HaKam, KOTopble
KOHTPOJ/IMPYIOTCA FreHaMM, CXOCTBO
coXpaHsieTca A0 r/ly6oKoM CTapoCTy.




LlumozeHemuyeckuu memod

LHumoezeHemuyecKul memod
OCHOBaH Ha M3y4YeHUU

XPOMOCOM YeI0BEKA B HOPME U
npu natoaorun. B Hopme
KapuOTMN YesioBEKA BKJIIOHaET

46 XpOMOCOM — 22 napbl

1 2 3 4 5 6
ayTOCOM M Be NOJI0Bble
ﬁii é%%g E:E g;g iiﬁ XPOMOCOM®BI.
Mcnoab3oBaHME AaHHOIO
7 8 9 10 11 12 MeToJa NO3BOJIMI0 BbIIBUTb

rpynny 60ne3Hen, CBA3aHHbIX
ﬁﬁ ﬁﬁ ﬁéﬁ %%g% E:EE:E azsgs JIM60 C M3MEHEHMEM YMC/IA

XPOMOCOM, Nn60 C
M3MEHEHMAMMU UX CTPYKTYPbI.




LlumozeHemuyeckuu memod

22+ 22+
°’0 Q*
47; XXY - cmHapom KnamHdenbtepa;

45; XO - cnHgpoMm LepelueBcKkoro-TepHepa;

/(J 47; 21,21,21 - JlayHa.
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LlumozeHemuyeckuu memod

CuHgpom JlayHa — ogHa U3 camblX 4acTo
BCTPEYaLLMXCA XPOMOCOMHbIX 60/1€3HEN
(1:774). OHa pa3BuBaeTCA B pe3y/ibTarte
Tpucomum no 21 xpomocome (47;
21,21,21).

BonesHb Nerko AMarHoCTMpyeTcs, Tak KaK
MMEET P/l XapaKTEepPHbIX MPU3HAKOB:
YKOPOYEHHbIE KOHEYHOCTU, MaJIEHbKUM
yeper, NJ0CKoe, LMPOKOE NEPEHOCHE,
y3KME I/1a3Hble LEIM C KOCbIM PAa3pe30M,
Ha/IMYMEe CKNAZKM BEPXHErO BEKA,
NCUXMYECKas OTCTaNoCcTb. YacTo
Hab61l04alTCA M HapYyLUEHMA CTPOEHUS
BHYTPEHHUX OpraHoB.

CrubaTenbHble CKnagky Ha nagoHu
N MU3VHLE Y HOPpMaribHOro Yernoseka
(1) n BonbHoro c cuHgpomom [layHa (2)




buoxumuyeckull memodod

MeTog no3BonAeT 06HApPYXUTb HApYLLEHMA B OOMEHE BELLECTB, Bbi3BaHHbIE
M3MEHEHMEM MeHOB U, KaK cneaCcTBUe, USMEHEHUEM aKTUBHOCTM pa3/INYHbIX
depMmeHTOB. HacneacTBeHHble 60/1€3HM 0OOMEHa BeLeCTB NoApasaeniaTca Ha
601€3HM Yr1IEBOAHONO 06MEHa (CaxapHblM AnabeT), 06MeHa aMMHOKMCIOT
(beHunkeToHypua), amnnuaos (6onesHb Teda-Cakca), MMHEPANOB M Ap.

DeHusIKemoHypuA OTHOCUTCA K 6ONE3HAM aMMHOKUCIOTHOIO obMeHa.
bnokunpyeTcs npeBpalleHre He3aMeHMMOM aMMHOKMCIOTbI (heHnnanaHmH B
TUPO3UH, NMpU 3TOM (PeHUIaNaHNH NpeBpaLlaeTca B (heHUANUPOBUHOIPaZHYO
KMCNOTY, KOTOpas BbIBOAMTCA C MOYOM. HegocTaToKk TMpo3nHa o6ycnaBaMBeT
HeZoCTaToO4YHOE 06pa3oBaHME MeJlaHWHA. Y TakMX AeTeu ronybble rnasa, Koxa
M BOJIOCbI C/1a60 MUIMEHTUPOBaHbI.

3aboneBaHMe NPUBOAMT K BbICTPOMY Pa3BUTMIO ClaboyMms y aeTen. PaHHAA
AMArHOCTUKA U AMeTa NOo3BOJIAIT MPUOCTAHOBUTbL pa3BUTUE 3aboneBaHUA.
Moua gaeT NnoNoXUTENbHYIO peakuuto C peakTMeoM dPennmura (5% xnopHoe
¥Xenes3o).

bose3Hb Tes-Cakca Bbi3bIBAETCS HAKOMJIEHMEM JIMMMIOB B HEPBHbIX K/JETKaX,
B pe3y/ibTaTe YMCTBEHHasA OTCTaJIoCTb, CJIENOTA, MbIlIEYHasa c/1aboCTb.




TaXKecTb TeYEHMA HAC/IeCTBEHHbIX 3a60/1€BaHUM,
Mano3ddeKTUBHOE NeYeHne MHOMMX U3 HUX, Nepejada u3
MOKOJIEHMA B MOKOJIEHUE - BCE 3TO onpegenset
6e3yC/I0OBHY0 HEOOXOAUMOCTb UX MPOMUNAKTUKM.

B HacToslee Bpems pa3pabaTbiBAlOTCA YeTbIpe
HanpaB/ieHMSA B UX NPOdMIAKTHKE.

1.BBEeeHMe cTporom CUCTEMbI OLLEHKM MyTar€HHOCTH
akTOpOB Cpebl 0BGUTAHMUSA YEIOBEKA.

2.MeanKo-reHeTnyeckoe KOHCYJ/IbTUPOBaHHE.

3./lopoaoBas AMarHocTMKa (ynbTpa3ByK, eToCKonms,
6UMOMNCHS XOPMOHA, aMMHOLLEHTES).

4.YnpaBneHuve aencTBueM reHoB. Koppekuus
Hac/leACTBEHHbIX 60JIe3HEN 0OMEHA BeLeCcTB nocsie
POXKAEHMA - AMETUYECKasA, XUpYypr1yecKkas.




