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[eHeTUKa- Hayka o
HacnegcTBeHHOCTU U
U3MEeHYNBOCTU OpPraHM3MoB

[eHeTUKa- 3TO ObyHAOMEHT
MeAULUHbI. 3aaa4a
COCTOMUT B TOM, 4YTOObI
reHeTM4YecKas nNporpamma
KOXKAOro 4yeAoBeka ObIAG
Obl MOAHOLLEHHOU U
BbICOKOAKTUBHOM BO BCEX
KAETKAX YeAoOBeKa

MeHAeAb Iperop UoraHH




OuyeHb BaXXHOM npobnemon
fIBNISETCA U3Yy4YEeHMe 3aKOHOB,
Nno KOTOpPbLIM HacneaywTcs
6one3sHu m pa3nunuHbie
pedeKkTol y yenoseka. B
HeKOTOPpPbLIX cny4Yaax
3N1IeMeHTapHbIe 3HAHMA B
obnacTtu reHeTUKM NnoMoraroT
noaam pasobparnca, mmeror
JIXW OHM Jeno C HacnepyemMmbiMm
pedekramm



3HOHMWEe OCHOB reHeTUKU AdeT
YBEePEeHHOCTDb AIOASM,
cCTpadAdAioOLWLNM HEeAYTAMMU, He
nepeAdroulLmMMnUCs No HAQCAeACTBY,
H4TO UX AeTU He GYAYT UCINbITbIBATDH
AQHAAOI'N4YHbIX CTpCIACIHMﬁ



o [eHeTUYeCKass MHCbOPMALMS AIOAEN — 3TO
Camoe APAroueHHoe ecTeCTBEHHOE AOCTOSHHe
CTPAHbI, KOTOpOE HY>KHO bepe4yb HECPABHMMO B
GOAbLLEN CTENEHHU, YEM HECDTH, PYAbI, ras,
KOMEHHbBIU YTOAb U APYTrue pecypchi.

B Poccuu paspabaTbeiBaeTcs cuctema
reHeTU4eCKOMN CAYXObl, KOTOPAs NMO3BOAUT '\ 3
CA€AMTDb 3a NPOLLECCAMU, UAYLLLUMMU B
HAOCAEACTBEHHOCTHU AIOAEH, MPOTHO3UPOBATH 3TH
npoLeccsl.




BeKA HACSHTLIES

o [eH- yqacTok AHK, koaupylowmum CUHTE3 OAHOM
MOAUMENTUAHOMN LLENMU AMUHOKUCAOT.

o Xpomocoma- (B nepeBoAe (OKPALLUEeHHOE TeAbLLe))
CAOXHOE O0OpasoBAHUE BHYTPU SAPA,COCTOUT U3.
AHK, 6eakos, PHK, AunnaoB, yraesoaoB. B oAHOM
XpPOMOCOME pasmMeLLaeTcsi MHOro reHoB

Y4yeHble CHYUTAIOT, YTO B reHoTUne
4YeAOBEKA HACHUTBLIBAETCS OKOAO 1
MUAANOHA TeHOB



~ Cxema obLLeit MOPEOOAOTMM XPOMOCOM

A- paBHonAe4as

b- HepaBHoONAe4as
‘| B-pe3ko HepaBHoOMNAe4as
| -TeAoL,eHTpHU4EcCKas
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XpomMocoMbl XY (23)



23-5 napa XxpoMoCoM Y MYXKHUH U
XKEeHLLWH

XY



o MyTauuum (oT AaT. mutatio — usmeHeHue,
nepemMeHda), BHe3ANHO BO3HMKAOLWUe
€CTeCTBEHHblIe (CMOHTAHHbIE) UAU
BbI3bIBA€MbI€ UCKYCCTBEHHO
(MHAYLUPOBAHHbIE) CTOUKUE UIMEHEHUSA
HACA€ACTBEHHbIX CTPYKTYP XXUBOM
MATEepPUU, OTBETCTBEHHbLIX 30 XPAHEHUE U
nepeAqvyy reHeTU4eckou UHdopMaLUK.

BMABI MYyTALMIA:
*[eHHbIe

XPOMOCOMHbBIE

‘[eHOMHbIe




PaKTOPBbI, Bbi3bIBAIOLLLUE
MYTALUN HOCAEACTBEHHOrO
annaparTa:

> Pusnyeckune cpakTopsbl .K MX YUCAY OTHOCATCH
PA3AUYHbBIE BMABI MOHU3SUPYIOLLLEU PAAUALLUU U
YABTPAPHUOAETOBOE USAYyHEHUE

o Xummnyeckune doaktopsbl .bOABLLIMHCTBO
NecTULLUAOB ODAOACET OOAbLLIOM
YCTOMYMBOCTBIO K XMMMHECKOMY U
OMOAOTMHECKOMY PA3ZAOXKEHMIO M UMEET
BbICOKMM YPOBEHb TOKCMYHOCTM.

> BuoAornyeckue oakTopbl- YCTAHOBAEH
MYTAreHHbIM 3P dDEKT MHOTUX BUPYCHbBIX
MHADEKLIMM U AAS HEAOBEKA.
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> [MPUYMHOMU r€HHbIX MYTALLUU ABASIETCS .
U3IMEHEeHNEe NOCAeAOBATEABHOCTH
HykAaneoTuaoB B AHK, Hanpumep, Aob6daBkH,
HEeXBATKU UAU NEePEeCTAHOBKU HYKA€OTHAOB.
YauiLe MyTUpyeT peL.eCCUBHbIU FeH, T.K.OH
HEeYCTOUYMB K HEOAAronpPUATHbIM YCAOBUSAM.
Takue MyTALUU He NPOSBASIOTCS B NEepPBOM
NOKOAEHMU, d HAOKANAUBAIOTCS B reHodooHAEe,
obpasys pe3epB HACA€ACTBEHHOU
U3MEHYUBOCTM.

N

ﬂpum-loii | MYTALLUMN SIBASIETCS

HapyLUeHUe CTPYKTYPbl XPOMOCOMbI NOA A€ACTBUEM
MYyTAreHHbIX oaKTOpOB.







CHUHAPOM (KoLLUAYbero
Kpukan(AeAeuuns no 5 ayrocome)

€2

IIpH3HaAKH: ¥
HOBOPOXKAEHHBIX
HapyllIeHHE CTPOEHHSA
rOpTaHH, «\MAYKAaFOLIHH)
TeMOp roaoca,
caaboymMmHe, OTCTAAOCTH

IICHXOMOTOPHK







Aenkemus- poeAneLms
XPOMOCOMbBI 21
R




cCUHAPOM ((AYNAMKALUA-AeAelms 3
AayTOCOMBI) - CNIOHTAHHbIE ABOopThlI,
B CAyHae POXXAEHUA A€TU He
CNnocobHbl CUAETb, €CTb TBEPAYIO
MULLLY, UMEIOT O4€Hb KOPOTKHUM HOC.




3 BUAQ TrEeHOMHbIX
MYTALLUM:

> TOAUNAOUAUSA -DTO YBEAMYEHNE YUCAA XPOMOCOM
B reHOME KAETKM, KDATHOE TAnAOUMAHOMY HODOOPY
XPOMOCOM, HANnpumep, 3n, 4n, an,...,120n.
[TOUYUHOM TAKUX MYTALIMU ABAFETCA pA3pYyLUEHME
BEPETEHA-AEAEHUNA B MEMO3E TAOMETOreHe3q,

MPUBOASLLLASN K OOPA30BAHMIO MOAUMAOMUAHDIX
TAMET U CAUSHUIO UX B PA3HBIX COYETAHMUSIX.

o-[eTeponAOMAUSA- DTO U3MEHEHUE YUCAQ OTAEAbHbIX
XPOMOCOM B TEHOME KAETKMU, HE KPATHOE
FTANAOUMAHOMY HODOPY XPOMOCOM. [TPUYMHA -
DA3PYLLUEHMNE OTAEAbHbBIX HUTEM BEPETEHA-
AEAEHUS, OOPA30BAHME TETEPOMNAOUAHBIX TAMET U
CAUSHUA UX B PA3HbIX COYETAHMUSX.

cfanAouaAUs- -23T0 YMEHbLLUEHNE YNCAA XPOMOCOM B
reHOME KAETKM B 2 PA3a




Tpucomusa - X (cuHapom Tpenao X) kapuotun(47,
XXX)- U3BE€CTHbI TOABKO Y XEHLUUH, YacToTA
cuHapoma 1: 700 (0,1%).Hepe3kue OTKAOHEHUS B
dousn4ecKkom pasBMTHUMH, HapyLUeHHne OyHKLUA
SAMMHUKOB, NPEXAEBPEMEHHbIU KAMMAKC, CHUXKEHUE
UHTEeAAEeKTA (Y HacTu OOABHbIX MPU3HAKU MOTYT He
NPOSBASITbCA)

Tetpacomus (48, XXXX) - npUBOAUT K YMCTBEHHOM
HEeAOCTATOYHOCTU B PA3HOU CTEMNEHU

NMeHTacomusa (49, XXXXX) - Bceraa
COMPOBOXAAQETCSH THKEAbIMU MOPAKEHUAIMU
OPraHM3Md U CO3HAHMUS




CuHapom LlepLueBckoro-
TepHepa

LA o
o MoHocomusa - X (CMHAPOM
LLlepweBckoro-TepHepa)
kapuoTtun 45, XO -
eAUHCcTBeHHAass MoHocoMus,
COBMECTUMAS C XXU3HbIO
yeaoBeKda (45, YO-AeTAAbHBI),
yacTtoTta 1:4000, HabAoAQeTCH
TOABKO Yy 0cobeil XXeHCKOoro
NMOAQ - HEAOPA3BUTHI AUHMHUKU U
MATKa, 6ecnAaoaue, poCcT HUXe
HOPMbI ,YMCTBEHHAS
OrPAHUYEHHOCTb.




CMHApOM KAaaHdpeAbTepa

CuHapom KaanHcpeAbTEpPAQ -
BCTPEe4YaeTCs TOAbKO Y MY>X4UH B ABYX
dopmax: lNoaucomus no X-xpomocome
u NMNoAncomus no Y-xpomocome.
boAbHblIe ¢ KapuoTunom 47, XXY-
MY>XX4UHbI C XXEHOMNOAOOHOro CAOXeHMUs
(passuTa rpyAb, XKEHCKUU FOAOC,

AAUHHbIE HOTU, EBHYXOBUAHbIMA TUN
CAOXEHMUSA), HEAOPA3BUTbl CEMEHHMUKMU,
6ecnAOAHbI, NCUXUYECKU HOPMAABHBI,
HO GOATAMBBI. BOABHBIE C KOPUOTUMNOM
47, XYY-HOPMAAbHbIE MY>XX4MHbI,
BbICOKUE, YMCTBEHHO U NCUXUYHECKHU

3A0POBbI, OAHAKO ACOLUAABbHDbIE,
CKAOHHbIEe K arpeccum 1
HEeAAEeKBATHOMY NOBEeAEHUIO.




R SRy .
boAe3Hb AAyHAa




CUHAPOM AAYHA

58 638 6%

MOHIOAOUAHOCTHD,
YKOPOYE€HHbIe
KOHEYHOCTM,
MUKpoLu.edaams,
AQHOMOAUU AULLQ,
ncuxu4yeckas

OTCTAAOCTD,
CHUXEHUe
UMMYHUTeTAQ, 17%
OOABbHbIX YMUPAIOT
B NepBbIU FOA
XXU3HM.




CuHapom lMaTtay

Tpucomus-12 (CuMHApPOM
lMatay) HYacTtoTta 1:14 500.
MPU3HAKKU: TAYXOTA, AHOMAAUMU
cepALd U noYyek, NOAUAAKTUSA
U CpALLEeHHUE NAAbLLEB,
YMCTBEHHAS OTCTAAOCTD,
OTCYTCTBMUE TAQ3,
pacuienAeHue Heba.
MpPOAOAKUTEABHOCTD XXU3HU
TAKUX AeTeUu He 6oAee roaa




CuUHApPOM DABApACA




[eHHble MYTALLUKU-
camble yacTble. OAUH
reH mytTupyeTt pas B 40

TbICS4 A€T, HO F€HOB
MMUAAUOHbDI, MO3TOMY

5-10 % reHoB -
MYTCQHTbI




ANATHOCTUKA HAOCAACTBEHHbIX
3000AEeBAHUMU:

E anMeHeHMe KAUHUKO-TeHedAOIr'M4eCKoro
MeTOAdQ, KOTOprﬁ NMNO3BOASET OGHGPY)KMBCITI:
(CemMeunHble) 6oAe3HM

c4ACTO K HACAACTBEHHbIM 3000AEBAHUIM
OTHOCATCHA OOAE3HMU, NOoBTOPSAIOLLUNECH
XPOHUYECKU U AAUTEADHO HEe NoAAdIOLLLUECH
A€YEeHUI0, OCOOBEHHO B A@TCKOM BO3pdcCTe

o Ha BO3MOXKHYIO HOCAEACTBEHHYI0 bopMy
3060A€BAHUS YKA3bIBAIOT PEAKO
BCTpevawLwimecs cneumcpmuieckme CUMNTOMbI




