HacnegcreeHHble 60/1€3HM,

MUX rpu4nHa 1 rnpopuiaKkTyka.
MeTtogbl n3ydeHusi reHeTuKn 4esioBeka.



CerosHs Ha YpPOKE, BBI:

[loemopume suokl Mymauuu

Y3Haeme:
m 3a4YEM HYXKHO MU3y4vaTb FEHETUKY YerioBeka?
m Kak n3y4valoT reHeTUKy YenoBeka?

= Kakoe OTHOLUEeHMe K YpOoKy umeroT HUKKono
'laraHnHW, KoposieBa Buktopua n guHacTus
‘abcbypros?

= Kakve myTtaumm BO3HMKAIOT B Terne YenoBeka
N K Kaknm OOSie3HAM 3TO NpPUBOAUT?




IloBTOpHM Marepuraia OpeablayIux TEM

REMTROCIREL TNLIRINL

Onpedennume kpumepuu Knaccughukayuu Mmymauyuu:

EcTecTBeHHbIe, NICKYCCTBEHHbIE
[lonesHble, HeEUTpanbHble, NeTanbHbIE
Comartunyeckume, reHepaTmMBHbIE

[ €eHHblE , XPOMOCOMHbIE, T[EHOMHbIE



IleqanpHas crarucTrka
[Touemy 310 mpoucxoaut? Ha3o0BUTE MPUUHHBL.
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[ IppunHBI U3MEHEHUHN B
HACJICACTBEHHOM ammapare 4eJI0BEeKa
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OCcOOEHHOCTH YeJI0BeKa, Kak 00beKTa
F€HETHUYCCKNX UCCICOI0OBAaHNU

Hego3mMoxxHOCMb HarnpaeseHHo20 CKpelwueaHus
U UCKYCCMBEeHHO20 MymazeHe3a,

[1030HEE 10/1080€ cospeeaHue, Mmasioe 4ucsio
roImMomMKoe,

HEeB80O3MOXXHO co30amb OOUHaKo8ble ycrio8Usl Of1s
gcex sirooeu;

bosibWoe Yucsio XpPOMOCOM.

- -

0COOBIE METO/IBI M3YICHNA TCHETUKH YEI0BEKA




FeMocbvaﬂ

HacneaCcTBeHHOE
3aboneBaHue,
XapaKTepu3syoLL
eecs
NOXXU3HEHHbIM
HapyLleHUeM
MEXaHM3Ma
CBEPTbIBAHUS
KPOBMW.




B co3HaHuM noaeun nroboe ynoMmmHaHue o
remochuminm B NnepByro ouepeab
accoumupyertcsa c obpasom LecapeBuya
Anekces - CbIHOM nocJsiegHero pocCMMCKoOro
nMnepartopa Hukonas I1I. Anekceun 6bin
6os1eH remopunnen, Noslyuyms ee oT MaTepu
- UMNepaTpuLlbl AnekcaHapbl PeaopoBHbDI,
yHacnenosasLwen 60se3Hb OT CBOEU MaTepm
npuHLUeccbl ANnCbl, KOTOpas B CBOIO
ouepeab Nosyuymsia ee oT MmaTepm -
KoposieBbl BUukropum
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AnNbOMHU3M.

ANbOUHN3M -
peaKkas
HacneacTBeHHas
60ne3Hb,
XapaKTepuaytoLy
asics
HEeJOCTAaTOYHbIM
coAep>XaHNEM
NMUrMEeHTa
MeNaHWHa .




DeHnNKeToHypu4.

deHnnketonypusa (OKY) - BpoxkaéHHoe 3aboneaHue,
BbI3BaHHOE HapyLLUeHWeM nepexoaa peHnnanaHnHa B
TUPO3NH U MPUBOASLLEE K 3aAEPXKKE NMCUXMYECKOIO
Pa3BUTUSI.

KnnHunyeckaa kapTuHa

HeBponormyeckne n ncMxmyeckne paccTpomucTsa
YMCTBEHHasa OTCTalIoCTb

[loBbILLIEHHAs BO36yAMMOCTb B IETCTBE
Cneum$mqecxa;| noxoaka

Cneunguryeckas oCaHKa M No3a Npu CUAEHUN  denmnananun
HeobblyHOE NoNoXeHne KOHEYHOCTEN (a
CTepeoTunHble ABMXKEHUS o
[loBbILLIEHNE CYXOXUbHbIX pedieKkcoB -
Cypoporu

I3MeHeHns KOXu /. N\oone-coo-
CyXoCTb =/ -,
JK3eMa

PBOTa B Nepnoae HOBOPOXAEHHOCTU

Cneundunyecknm MbllMHBbIM 3anax Tena




[lneta ¢ pe3kuM orpaHUYEeHUEM CoaepP KaHUS
(beHnnanaHnHa BBOAUTCH C MOMEHTA
NOATBEPXKAEHNS ANArHO3a . YUnNTbIBasi BbICOKOE
coaep>xaHme eHnnanaHuHa B benke,
NOSIHOCTbIO UCKJTHOYAOT NPOAYKTbI XXUBOTHOIO
npoucxoxaeHus (Msico, ntuua, poiba, rpubsl,
MOJIOKO U MpOoAYyKTbl U3 HMX). CBOEBPEMEHHO
Ha4yaToe ANETNYECKOE Sle4eHne No3BOoSsIET
n3bexkaTb pasBUTUSA KIIMHUYECKUX NPOSABIEHUN
KNaccu4eckon heHUNKETOHYPUM



CvHapoMm KnanHdenbTtepa.

47 XPOMOCOM — JINLLHAA X-XpOMOCOMa —
XXY

Habntogaetcs y toHoLWEN
Bbicoknn pocT

HapylweHnune nponopumn Tena

(ANTMHHbIE KOHEYHOCTW, Y3Kasg rpyaHas
KneTka)

OTCTanocTb B pa3BUTUA
becnnoane



CuHApoM TepHepa.

CuHapoM LepeweBckoro-TepHepa (45; X0)
HabntaaeTcs y eHwWwmnH. OH NposiBNSETCS B
3aMel/IEHMN NOJSIOBOr0 CO3peEBaHMS,
Heaopa3BUTUKM MOSIOBLIX XXenel, 6ecnnoanu.

JKEHLKHbI C cMHAPOMOM LLlepelueBckoro-
TepHepa MMEeIOT MasblK POCT, TENO
AMCnpornopumoHanbHo — 6osee pa3BuTa
BEPXHSAS YacTb TeNa, NJIEYM LIMPOKUE, Ta3
Y3KUN — HMXKHUE KOHEYHOCTU YKOPOYEHDI,
LLIess KOpOTKas CO CKIaAkaMH,
"MOHro/IoMaHbIN" pa3pes rna3 un paa Apyrux
NPU3HaKOB.



_CnHapom [layHa.

KJ1IeTKax Masnbilla mMmeetcs He 46, a 47

XPpOMOCOM. Takue petm YMCTBEHHO OTCTAJlbl,

50%0 nMeroT NOPOKK cepaua, cnabyro
MMMYHHYIO CUCTEMY..

Y HOBOpOXXAEHHOro 3aboneBaHne MOXXHO
ANarHocTMpoBaTb Ha OCHOBaHUM
XapaKTepHOro BHELWWHero Buaa pebeHka:
yepen okKpyraion ¢opMbl, 3aTbIJIOK «CKOLUEH>,
KOCOM pa3pes rnas, WmpokKas nepeHocmua,
A06aBOUYHOE BEKO, NATHA CBET/1I0-CEPoro
LIBETa Ha paay»XHOU 060/10UKe, «roTuyecKkoe»
HEBGO, ManeHbkune ywu. PoT 06bI4HO
NONYOTKPbIT; A3bIK TOJICTbIA, YaCTO
BbICOBbIBAE€TCS1 U30 pTa, NOKPbIT
nonepeyHbiMM 60po3AaMHU; KUCTb PYKH
LUMPOKasN, NaJiblibl KNCTEN U CTON YKOPOUEHDI,
MU3MHEL 4aCTO UCKPMUBJIEH; MHOrAa nanblibl
SNk B cpocilumecs (YacTu4Has Win nosiHas

(1) 4 Borsess hHapaMoM [yl (2) cuHaakTunusa). Ha nagoHm Hepeako
o6Hapy)XuBaeTcs nosiHas nonepevyHas
cknagka (obe3bsiHbA CKNagka).




[Nackanb [lloKeH - ABaAUATUNATWIETHUN aKTep
c cniapomom fayHa ("BocbMon aeHb'") - bbi
YI0CTOEH NpeMum KaHHCKOro KMHOMEeCTUBans







Oee nnauenTe

I'pynmna kpoBu (ABO) 100 46
IIBeT a3 99,5 28
[TanmiuisipHBIE TUHUA 92 40
bponxuanbsHas actMma 19 4,8
Kopsb 98 94
Tyb6epkyie3 87 25




MDH-!

%

(o.l Aen
GLO-1
(AcQ) ex 2. c4, ca
n' m (Hba,p) (©o15) .%'
ME-1
50D-2
65

( PepB

AK 3) GOT-1 ACP-2

Sph-1 g PP LOH-A Swmn

(GSR) 4! HK-1 Esad {cs)
X1 (ADK) AL 2)
WS- (GSS) (GARD)
(ACO-5) Pl

L . 10 " 12 ?3'-!

};::“ }:’m 7""#: (TKen) T®,
ESD Na APRT l’g‘;vu Ew
wons B 188 -

OKOJSTONSI04HON XXUOKOCTW )
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OkpalunmBaHue XpomMocom
cneunasnbHbIMK
Kpacutensmm

[NogcyeT nx Yncna,
onpeaeneHne gopmbl,
pasMepoB N YepeaoBaHUS
CBET/bIX U TEMHbIX MOJSI0C, NX

Pure. 128, [eHeTHMECKaR Kapra XpPOMOCOM HeaoneK:




(Hy i
AR
bay 30 neT — 1/900
gy ke 40 net — 1/100

44 ropa — 1/40

Puc. 5.14. Crutatearnrce CRAagkn Ha aagosn
HEJIOBERS € HOPMAABHLN KaDHOTHNOM {a) nnpn
Crripone dayna (4)




brnoxmMmuuyeckum METO

[1o3BONSAET BbISABUTb rEHHbIE MYyTaLKUX, KOTOPbIE
HEBO3MOXXHO YBMOETb B MUKPOCKOM.

'EH > ®EPMEHT — NMPU3HAK

BbigaBneHne nameHeHns B oOMeHe BeLLecTB,
HaKoMMNeHnst NPOAYyKTOB METabonMToB B MOYe
NI KPOBU HOBOPOXOEHHOIO, B OKOMOMI04HbIX
BOJAX MaTepu C NOMOLLbI XMMUYECKNX peakLINA
Unn OakTepuarnbHbIX MapKepoB.



[ eHHbIE 32007IEBAHUA

Cocmasbme Kpamkuu paccKka3 Ha OCHO8e CXeMbI

AyTOCOMHO-AOMWUHAHTHOe| | AYyTOCOMHO-peLEeCCUBHOE
HacnegoBaHue HacrnegoBaHue
ANbOUHN3M
CuHpgpom MapdaHa deHUnKkeToHypuga
[MonnaaktTnnus CepnoBuaHOKIIETOYHAS
aHeMugd

HacnegosaHue, cuensieHHoe C NosfioMm
[eMopunna — HecBepTbIBAEMOCTb KPOBU

[ansTOHM3M — HECMOCOOHOCTb pasnuyaTb rfaBHbIM
00pa30oM KpacCHbIN U 3eNeHbIN LBeTa

KopuyHeBas amarnb 3yboB

DeLlecCUBHbIE? JOMUHAHTHbIE? ctp. 183-184 yuebHuka



[ eHeamornueCKum METO

OnpepensaeTt TN HacnegoBaHUA Kakoro-nmbo
Npu3Haka Ha OCHOBE aHanu3a OaHHbIX
HECKOSbKUX POACTBEHHbLIX CEMEUCTB, UMK
HECKOIbKUX MOKONMEHUN OOAHOUN CEMBbBMU.



[lonyaArmOHHBIN METON

[No3BonseT BbiCYNTaTb BEPOATHOCTb POXAEHUS pedeHKa C
OaHHbIM MPU3HAKOM B AaHHOW Nonynsaumm

Paccuntatb 4acToTy BCTpeYaeMOoCTU PeLEeCCMBHOIO Npu3Haka y
reTepo3nUroTHbIX NOEWN.

VIHTepecHO, 4To ...

0 BcTpeyaemMocCTb rpynn KPoBWU B pasHbIX NONynsauudax nogemn
pasHas. Cpeaun asnaTtoB npeobnagatoT Noau ¢ TPETLEN rpynnomn
KpoBu. Cpean eBponenues — C Nepson N BTOPOW.

0 CepnoBUAHOKIIETOYMHON aHEMUEN Yalle bonetoT
aippoamepuKaHLbl
deHnnKeToHypmen vaile 6onerT eBponenubi.

AnbbnHOCHI — 0COBU, NULLEHHbLIE MUTMEHTA — BCTPEYalOTCSH
cpeau nogen He Tak yx peako: oanH crnydam Ha 30-40 Teicau.

0 OTKINOHEHMA OT HOPMbI LIBETOBOIO 3peHnA BCTpedatoTes y 8%
MY>UUH, Y XXeHLWKnH — 0,5 %.



JlomarlrHee 3aaHue

m Ha «3»:

npoyntaTb naparpad 49, 3HaTb 0COBEHHOCTU KaXaoro
MeToaa, NPUBOAUTL NPUMeEpPbLI bonesHen.

m Ha «4»:

+ PelunTtb nobyto 3agavy u3 npeasoXKeHHbIX Ha
paboyem nucTke.

m Ha «5»:

+ Peluntb He MeHee Tpex 3adad U3 npeanoXXeHHbIX Ha
paboyem nucTke.

m [BopYecKkoe (Mo XenaHuw):

CocTtaBuUTb POAOCITIOBHYO CBOEU ceMbU B 3-4
NOKOMEHUAX NO LIBETY a3 unu Kyp4aBoCTU BOSIOC
(mamsimka no cocmaerneHuto PodoC/I08HbIX eCMb Ha paboyem fiucmke )



CerosHs Ha YpPOKE, BBI:

[loemopurnu eudbl mymauuu
Y3Hanu:

3a4YeM HYXXHO n3yyaTb FeHEeTUKY YenoBeka?
KaK n3y4yaroT reHeTuKy 4yernoseka”?

{akoe OTHOLUEeHMe K YPOoKYy umerotT Hukono
:IaraHMHM, KoponeBa Bukropua n guHacTtus
abcbypros?

{aKkune MyTallN BO3HUNKAKOT B TEJI€ HEJ1I0BEKA
N K KaKMM DOrnesHsaM 3T0 NnpmnBOAUT.




HonosHumernbHO, ec/iu ocmaHemcsi 8peMsi:

CoomHecume:
1. leHHble 2. XpoMOCOMHble 3. [€EeHOMHbIe

A. V3aMeHeHue 4Yncna XpomMocom

B. W3meHeHune nocnenoBatenbHOCTH HYKJI1€eoTUa40B
BHYTPW OOQHOIO NreHa

C. VI3amMeHeHus B CTPYKType XpOMOCOM, 3aTparnsatoLime
HECKOMbKO reHOB B Nnpeaenax 3To XpOMOCOMb

D. [Heneuus, ytTpata, Aynnvkauns, pogepsme ce6s:
MHBEPCUS, TPAHCINOKaLNS RS B

2.  XpomocomHble C, D
E. 2n+1;:2n-1;4n, 3n 3.  [eHOMHbIe A, E
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