OTBETbTE HA BOIPOCHI

® Y10 Takoe Kapuotmn?
® CKOJIbKO ayTOCOM Y MyXM Ap030dPu/ibi?
® CKOJIbKO NOJIOBbIX XPOMOCOM?

®©
®©
©®

KaKkue noJioBble XpOMOCOMbI Y camLa?
{aKue noJsioBble XPOMOCOMbI Y CAMKK?
KaKoM Mos reteporameTeH y YesioBeka?

"OMOramMeTeH!?




HacneacTBEHHOCTb — CMNOCOOHOCTD
OpraHM3MoOB nepeaaBaTb CBOU MPU3HAKU U
OCOOEHHOCTM pa3BUTMUA NOTOMCTBY.
bharogaps 3TOM CNOCOBGHOCTU BCE KMBbIE
CyllecTBa COXpaHAOT B CBOMX MOTOMKax
XapaKTepHble 4YepTbl BUAa(3anmMcb B TeTpajb).




/lnAa 4yero Hy»*HO 3HaTb CBOIO
HacneaCTBEHHOCTb!

Kakune cyuwecTByloT
3a601eBaHMA?

[IpUYMHbBI, KOTOPbIE BbI3bIBAIOT
3TU 3aboneBaHMA?




HACJIEACTBEHHDIE 3ABOJIEBAHUA
U NX NMPODUNIAKTURA




METO/Zbl U3YHERWUA
HACJZIEACTBEHHOCTW HEJIOBERA

3agaHue Ha cooTBeTCcTBME( 3anMcCb B TETpaab C/1I0BaMM)

1. MeToJ 0CHOBaH Ha M3YyYEHUU XPOMOCOM YEN0BEKA B HOPME U
MpM NaTON0M MM

2. [Mo3BOIAET OGHAPYXMTb HApPYLLUEHUA B OOMEHE BELLECTB,
Bbl3BaHHblE M3MEHEHMEM F'E€HOB U, KaK C/iegCTBUE, U3MEHEHUEM
aKTUBHOCTM pa3s/IMyHbIX (PEPMEHTOB.

3. JT0 MeTo/ M3yYeHUs pacnpoCTpaHEHMS HAaC/IEACTBEHHbIX
NPU3HAKOB (Hac/1eACTBEHHbIX 3a60/1IeBaHUM) B Monynaumax.

4, OCOGEHHOCTU pa3BUTMA CXOAHbIX MO reHOTUNY U heHOTUMY
ocobeun

5. [pacpmyeckoe nlobpaxeHue MHpopmMauum 0 Haanunm
M3y4yaemMoro npu3Haka y rpynnbl poACTBEHHMKOB C YKa3aHUEM
CTeNeHu Ux poacTea

A. LUuTOoreHeTMYeCckum meton

b. BUOXMMMYECKMN MeTox

B. MNMonynsaumMoHHO-CTaTUCTUYECKMN METO/,
. BAM3HeLoBbIM MeToA

/1. TeHeanorMyeckmm meton




OCOBEHHOCTU NEHETUYECKOIO
NCCJIEAOBARUA HYEJIOBEKA

1. Ana nzyvyeHmMA HacnepoBaHMA NPU3HAKOB
YyesioBeKa Hesb3 NMPUMEHATb r’MOpUI010rMYECKUM
aHa/M3 (MeToj cKkpelwmBaHmi). Jnsa nsydenms
pe3y/ibTaToB rMbpunamn3saumm y yenoBeKka MCnosib3yoT
onocpeZioBaHHbIM FEHEANI0rMYECKUM METOA,.

2.  YenoBeky npucyLiM NpU3HAKM, HE BCTpeYatowmecs
Y APYrUX OpraHUM3MOB: TEMMNEPAMEHT,
MaTeEMaTHMYECKME, M306pasUTE IbHbIE, MY3blKasibHblE U
Apyrme crocobHOCTH.

3. bharogaps obLecTBeHHOW NOAAEPIKKE U
MeJMUMHE BO3MOXKHO BbIXKMBaHME U CyLLEeCTBOBAHME
NOJEN C ABHBIMU OTKJIOHEHMAMM OT HOPMbI (B AMKOMU
npupoae OHU MMOHYT)




MyTaumsa - BHe3anHble CTOMKME U3MEHEHMUS
reHeTMYeCcKoro matepmana, NpMBoAsaLLMe K
MNOAB/IEHUIO HOBbIX NMPM3HAKOB OpPraHU3ma,
CMOCO6HbIX NepeAaBaTbCA Noc/eAyoLLMM
NOKOJIEHMAM(3annCb B TETPAAb).

TepMHUH «MyTaumAa» BnepBble Npeas1oxKu
ronlaHACcKun 6otaHmk Nyro ge ®pus B 1901 roay.

JT0 Hac/1eACTBEHHbIe USMEHEHMUA FreHOTMNa.
Bce HacnheacTBeHHble 601€3HU MOMKHO
noApaszenmTb Ha ABe 60/blUMe rPpynMbl
CBSI3aHHblE C MyTALMAMM F€HOB U XPOMOCOM.




'@eHHble MyTauMu - 3aTparnMBaloT OANH LU
HEeCKOJIbKO HYK/IEOTUAO0B NpKU peninkaumm
AHK. 270 HapylweHne reHeTUYeCKMX
npoueccoB Kak pernsimkauma AHK. U3mMeHeHue
yepeaoBaHMA HYK/1e0TMAO0B, YTO B CBOO
oyepeab 00yC/NI0BMT OLUMOKY MeTabo/iM3ma.
MHorme BpoxaeHHble aHOMa MU U 60J1IE3HU
BbI3bIBAOTCA reHamMu, JIOKaJIM30BaHHbIMU B X
Mnn Y XpoMocome(3anmcb B TeTpaab).




NANbTOHM3M (LBETOBASA CJ/IEMOTA - HE pa3/IMvaeT
KpacHbIX M1 3eneHbln uBeT). MpU3HaK -
DELIECCUBEH;

reModuns - HECBEPTbIBAEMOCTb KPOBMU;

rMNEepPTPMX03 - U36bITOYHOE OBOJIOCEHME,
OCOBGEHHO YLLIHOM PAKOBMHbI;

Y XpoMocoMa MHepTHa.

Y cuenneHHble NPU3HAKM - BbISIBJIAKOTCS
TOJIbKO Y MY}KYMH U NepeaaoTca ot oTua K
CbIHY.

3anmcb 3a601€BaHUM B TETPa/b




3AZIAYA

Onpegennte NPoUEHTHYO BEPOATHOCTb
DOXAEHMS 3[J0POBbIX JETEN B CEMbE A U M,
eCc/in HeBecTa A. MeeT HOPMaJIbHYI0
CBEPTbIBAEMOCTb KPOBU, XOTA ee poAHas
cecTpa C npu3sHakaMmu reMmopuann. Y eHmxa
M. maTb CTpagaeT 3TUM 3a60/1IEBAHMEM, a
oTeL, 340poB.

PelueHue 3a4aum B TeTpaau




PELUEHME

® HeBecTa A. - HocutenbHMua, XXM (Tak Kak ee
cectpa - X"XM, 3HauMT poamuTenm - matb -
HocuTenbHMua, XX | otel - 6oneH, X"Y)

® *Kenux M. - 6oneH, X"Y ( MaTb - 60/bHa XXM,
oTel, - 3g0poB X1Y) .

® P : XHXh + XhY

® F, : XHX" - neBo4yka,3g0poBa, HOCMTEIbHULA
(25%),

® XY - Manb4mK, 3g0poB, 25%,

® XXh - neBoyka, 6onbHaga, 25%,

® X"Y - MasibymK, 60on€eH, 25%




XPOMOCOMHBIE MYTALIMU

JTOT TN HacneACTBEHHbIX 60/1e3Hen CBA3aH
C UBMEHEHUEM YUC1a MU CTPYKTYPbI
XpPOMOCOM. B 60/bLLUMHCTBE Cy4YaeB 3TH
M3MEHEHMA He nepeaarTca OT 00JIbHbIX
poAUTENEN, A BO3HMKAIOT NPU HAPYLUEHMAX B
PACcXOXXAEHUM XPOMOCOM BO BPEMA MEMO33,
Korga doOpMUPYIOTCA raMeTbl, UM Npu
HapyLeHUAX MMUTO3a B 3UroTe Ha Pa3HbIX
cTaamax ApobsieHma(3anmcb B TeTpaab).




CUHAPOM JAYHA

HepacxoXaeHue 21 napbl XpOMOCOM MpU AeNEHNM.
KneTtka aM6puoHa umeeT 47 XpOMOCOM

Tpucomma 21 napeol

[Ip13HaKM: WWIMPOKaA nepeHocuua, packochle rnasa,
0coban CKnajKa BEK, BCerja OTKpbITbIX poT,
60/1bLLOM A3bIK, YMCTBEHHAA OTCTA/IOCTb.
BcTpeyvaeTca 4OBO/IbHO YAcTO Y XKEHLWUH Ao 25
net - 0,03-0,04%, nocne 40 net noyTtn 2%. XKusyTt
HeA0/Iro, 06bIYHO 6ECn/I0AHbI.

® 3anucb 3a601€BaAHUA M €ro NpMsHaKu B TeTpajb




TEHNMOCHYTRE HOC A VLD,
PEMNOIH TR EBE0X
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CUHAPOM KAAUHOE/IbTEPA

1:600 HoBOpOXAEHHbIX XXY;
HeZlopa3BMTUE NEPBUYHbBIX U
BTOPUYHbIX MOJIOBbIX NPM3HAKOB,
BbICOKMW POCT U
HenponopLUUOHasibHO AJIMHHbIE HOTU,
4aCTO YMCTBEHHas OTCTa/1I0CTb.

3anMcb 3abos1eBaHnA U NPU3HAKM B
TeTpajb




Cunapom Knaitngearepa




CURAPOM TEPHEPA

BCcTpeYatoTca AeBoYKkMu 1:5000 porKAEHMM Y HUX
45 xpomocoM XO, MHOIroYUCNIEHHbIE
aHOMa/IMK CTPoeHUA opraHusmMa. 0be 3T
60,1e3HU ABNAKTCA CNeACTBUEM HE
PACXOXAEHMA NOJIOBbIX XPOMOCOM MNpU
06pa3oBaHMM FAMET Y POAMTENEMN.

3anucb 3a60/1EBAHUA U €ro NpU3HAKOB B
TeTpajb







3AZIAYA

Npu cuHgpome - KnamHdenbtepa B
KapuoTUINE MYXKYMHbI 06LLEEe YUCI0 XPOMOCOM
paBHO 47/. 13 HMX 44 ayTOCOMbI U TpU
NoJ1I0Bbleé XpOMOCOMbI - XYY. Kakoe
HapyLLUEHME MEN03A U Y KOO M3 POAUTENEN,
NPMBEIO K BOSHUKHOBEHMIO TAKOr0
aHOMaJIbHOro KapuoTtuna y pebeHka?
CocTtaBMTb CXEMY 06pa30oBaHMUA STOM
aHoMamnu. PelwnTb 3aJa4y B TETpau.
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[PUYUHDBI MY TALIMM

[pMYMHON HacneACTBEHHbIX 3a60aeBaHMM
MOTYT CTaTb pas/IM4yHble XPOMOCOMHbIE
NepecTpouKu, BO3HMKAWOLME NOJ BAUSHUEM
MOHU3UPYIOLLMX U3STYYEHUN, HEKOTOPbIX
XMMUYECKMX BELLECTB, BHELLIHMX (DAKTOpPOB,
o0pa3 XMU3HM YesioBeKa. MyTareHsl,
HapKOTUKM, HUKOTMH, aJIKOrojlb, NECTULMADI
M T.Aa.




NPOOU/IARTUKA HACJIEACTBEHHbIX
3ABOJIEBAHUU(SANTMCATD B TETPA/ZD)

[eHeTHMYeCcKoe HOPMUPOBAHUE U UCKIOYEHME

MyTareHos.

JlekaperBennoe
CPeaCTBO

Hmnaanranus on10107-
BOPEHHOM AHUCKICTKH
(0-2 nesean depeMennocTs)

3aKJa1Ka BHYTPCHHHX OPraHoB
ambpuonos (2—9 neneas GepemenHocTH)

Buyrpuyrpobuas rubenn,
L HCCOBMCCTHMBIC
C AH3HBIO MOPOKH PAIBUTHA,

BuyrpuyrpobHas "
rnbeaL aM0pHoHa
. (BBIKMALIL) ,

| Poct n nasasneiimme passurie naoaa |

MHOXCCTBCHHDBIC YpoicTsa

(9—40 nenean GepemenHocTH)

AHOMAINH
M NOPOKH
)' pa3BHTH,
HapyleHue
(yHKuMi
OpraHosn




[l1aHMpoBaHWE CEMbM, OTKA3 OT BCTYM/IEHUA B
6paK KpOBHbIX POACTBEHHMKOB, a TaKXe OTKa3 oOT
NE€TOPOXKAEHUA NPU BbICOKOM pUCKE
HacaeICTBEHHOMU NATOJIOMUMU.




JlopoaoBas AMarHOCTMKa C NMOMOLLbIO pa3/IMYHbIX
(PU3NONOrMYECKUX METO/I0B, TO €CTb
npeaynpexjaeHne poamMTenen o BO3MOXKHbIX
naToJlormax y nx éyayuiero pebeHka.




YnpaBneHne AEUCTBUEM MEHOB.

KoppeKumsa HacieACcTBEHHbIX 3a601eBaHUM, Yallle
BCEro - MMeHHo 6ose3Hen obMeHa BeLlecTB noc/ie
poxaeHua. JueTtbl, Xupypruyeckmue BMmeLlaTe/IbCTBa
MM NEKapCTBEHHAA Tepanums.




B/INAAME AJIKOI OJ1A HA
CTPYKRTYPY BEJIKA

Llenb onbiTa: noKasaTb , YTO CNMPT AeHaTypupyeT
6eN1Kn, HeobpaTUMO HapyLlaeT UX CTPYKTYpY.

Xoa paboThl:

B IBa cTaKaH4YMKa Ha/MTb MO 2 MJ/1. AUYHOTO BeJIKa.
B oanH fo6aBuTb 8 M. BOAbI, B APYrou CTOJIbKO
e cnupra.

Pe3ynbTaT: B NE€pBOM CTakaHe 6e/lIoK
pPacTBOpPAETCA, TaK KaK OH ABAAETCH
NIErKopacTBOPMMbIM 6EJIKOM U XOpPOLLO
ycBamMBaeTCA opraH13smMom. Bo BTOpom cTakaHe
obpa3yeTcs NAOTHbIM 6e/biM 0CaZlOK- B CrIMPTE
6e/IKM He pacTBOPAOTCA, CIUPT OTHMMAET Y
6e/21KoB BOAY.

B pesy/ibTaTe 3TOro HapyLllaeTca CTPyKTypa M
CBOWUCTBA 6e/1Ka, ero MyHKUMM.




