' XpOMOCOMbDI
N XPOMOCOMHbIXN Habop
K/IETKWN

Kak JHK ynakoBaHa, nepenaéerca n BAUAET Ha pa3BuTue
OpraHmn3ma.




OT appa
K Hac/1eaCcTBEHHOCTU

B anpe aykapMoTU4eCcKom KIIETKU XPOMOCOMbI XPaHAT
HHK, a reHbl onpenenaioT HacneacTBEHHbIE MPU3HAKMN.
[ToHMMaHMe reHoMa, KapuoTuna, reHa u annens
noMoraeTt 06 bACHUTb, MOYEMY Y YeloBEKa 46 XPOMOCOM
OpraHmM30BaHbl B 23 napbl.




XpOMOCOMad — 3TO O0AHa MOJieKYyJia

NHK, ynakoBaHHasa c 6enkamu
N HecyLLasa MHOXeCTBO NreHOB.

LLIkonbHbIV Kypc obLien 61onc
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LLIKoNbHbIM Kypc 6uonormmn Yyenoseka




[annongHbIN +—
U aMnaougHbIn Habopbi
XPOMOCOM

1 TlannoupHbIN Habop
O603HavYaeTca Kak N 1 XxapaKTepeH
nnga rameT. Y yenioBeKa OH BKJ/oYaeT 23
XPOMOCOMBbI, TO €CTb N0 OAHOM U3 Ka>Ka0W

aﬁbl. >

2 nnaouaHbIN Habop
O603HayvaeTca KakK 2n 1 CBOWCTBEH COMAaTUYECKUM
KneTkaM. B TakoM Habope XxpoMocoMbl MpeacTaBieHbl
nonapHoO, YTO NoaaepP>XMBaAET YCTOMYMBOCTb
HacnenCcTBEHHOW MHAOPMaLMN.

3 [locne onnoporBopeHus
[Mpu CAMAHUM raMeT YNCNO XPOMOCOM
BOCCTaHaB/MBAETCA 40 AUMNIOMOHOIO 3HAYEHMUS.
Bnaropaps aToMy BUooBoW Habop coxpaHsaeTcs
B Ka>X[JOM HOBOM MOKOIEHUN.

4 3HayeHue MmexaHu3Ma
YepenoBaHne n 1 2n cBA3bIBAaeT MeNo03
N ONN0J0TBOPEHME B eAUHYI0 cucTeMy. VIMEHHO oHa
obecneymBaeT NOCTOAHCTBO KapMoTmMna 1 HoOpMasibHoe
pa3BUTUE OpraHnU3Ma.




Kak MeHsaeTca XpOMOCOMHbIN Habop

CxeMa oTparkaeT cBa3b Mexkay pennukauven [IHK, neneHneM Knetok, o6pasoBaHUEM raMeT U BOCCTaHOBJ/IEHUEM
OUMJIONOHOCTM NOocC/ie ONJIOAOTBOPEHMUS.

S-¢asa:
Comartunyeckas N
5 > pennukaumsa nenexne o6pasoBaHue CHUXeHMne [[ameTbl n CnusHue OnnopoTBopeHue BOCCTaHOBNEHWE 3uroTa 2n
KNneTka Zn
OHK




/ 1 YTo BKAOYAET KAPMOTMN 2 HopmMa y yenoseka 3 YTto obHapy>xuBaeT aHanus 4 Tne npumeHseTcs o =

. KapunoTrn onncbiBaeT 4mMcno, HopManbHbIN KapuUOTUM YENOBEKA KapvoTunvpoBaHue nomoraeTt MeTon ncnonb3ytoT B npeHaTanblllllo
pa3Mepbl 1 POPMY XPOMOCOM. ITO o603HavaloT Kak 46, XX unu 46, XY. BB B1A T ba ey O S N KIIMHUYECKOW FreHeTUYeckon
He MPOCTO CMMCOK, @ CUCTEMHbIN Takoe 0603HauveHue cpasy MEPECTP OV I OWarHoCTUKe, YTOBbl YTOYHUTD
NPU3HaK BMAa, MO0 KOTOPOMY MoKa3blBaeT obLiee Yncnio XPOMOCOM. ITO 0COBEHHO BaXHO MPUYUNHY OTKNOHEHMIN N OLLEHUTDb
CPaBHMBAIOT OPraHM3Mbl U BbIABAAIOT XPOMOCOM 1 Habop NooBbIX :ggyﬁg:jgigg:;;:acneﬂCTBeHHb'e pucKk onsa éynyuiero peberHkKa. '
OTKJ/TOHEHWNA. XPOMOCOM.

—=
=

Y

5 o



/

" MN3meHeHue konuuectsa OHK B K

SR
) [ H ‘
TOYHYIO Neg
e
MaTepM s IIJ.i|
il ‘ I I
| !
. g | |

LLIKONbHbIV KYPC KNEeTOYHOro uynkKia v geieHna KJ1eTKku
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LLIKONbHbIW KypcC bunonoruu; O6LLI,eM3BeCTHbIe BMNOOBblE KapUOTUIbI

Pa3Hble BUabI MOI'yT MME€Tb OYE€HDb Pa3HOE YNCJI0 XPCO
3TOT NoKa3aTtesib caM no cebe He OTpPaxXa€eT YPOBEHb

XMNBOTIro opraHn3ma. o

CpaBHeHme MOKa3bIBA€ET, UTO YNCJ/10O XPOMOCOM Y BNOOB CNJIbHO
Pa3/mM4aeTCcA N HE CBA3adHO HAlPAMYHK CO «CJIOXXHOCTbIO» OpPraHM3Ma.
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XX — >XeHCKuu Habop

Y yenoBeka gBe X-XpPOMOCOMbl 0ObIYHO

COOTBETCTBYIOT XXEHCKOMY KapuoTuny. [1pn aTtom X-
XPOMOCOMAa HECET MHOXXECTBO MNEHOB, Ba>KHbIX

He TOJIbKO 014 NMOJ/1I0BOIo0 pa3BunTUA,

HO M A9 PaboTbl Pa3HbIX TKAHEW U OPraHoB.

XY — My>KcKa
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Hannumne X n Y-
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|" Z Ponb rena SRY

['eH SRY pencTByeT Kak CTapTOBbIN CUTHAN
ona @opMUPOBaAHUA MY>KCKMX MOMOBbIX MPU3HAKOB.
OH BNMAET Ha paHHMe 3Tanbl SMOPUOHANBHOIO
pa3BUTUSA, oNpeaends HanpaBneHne aaslbHeNLWwen
ondpepeHLNPOBKM MOMOBbIX XKEJE3.




~ XpOMOCOMHbBIE HapyLUeHUs Yok

Y4yebHble fAaHHble N0 MeAULIMHCKOW reHeTUKe; cxeMa A/19 obpa3oBaTefibHbIX Lieiei







KaK aHanun3sunpyloT KapuoTtun

MocnepoBaTenbHOCTb J1TAaB6OpPaTOPHbIX 3TAaNoOB OT NOJIYYEHUA K/IETOK A0 OLEHKU YMUC/a U CTPYKTYPbl XPOMOCOM.

MeTtadaza?

AHanus
KapuoTtuna

CocTaBrneHue

OcTaHoBKa
jeneHus

OkpalumBaHue doTorpaduposaHme A
P

>
KynbTuBmnpoBaHue
3abop KneToK '




CTPYKTypHble 1 |

Oeneuua: yrpaTta y4yacTtka

Ecnn n3 xpomMocoMmbl BbinagaeT pparMeHT, YacTb FeHOB TepsAeTca
BMECTE C HUM. ITO MOXKeT HapyLLINTb PaboTy KNEeTKN, MOTOMY YTO
NCUYe3aloT BarKHble MHCTPYKLIMK, @ OCTaBLUMECH YUYACTKU YrKe
HE KOMMEHCUPYIOT yTPaTy MOTHOCTbIO. -

- L.

,D,YI'IHMKEILIMHZ NINWHAA Konnda

Mpu gynnMKaumm y4acToK XpOMOCOMbI yaBanBaeTca U nosaBnaetca
B 0OMONTHUTENbHOM 3K3eMmnnsape. M3-3a aTtoro MeHseTca 6anaHc

reHeTUYeCcKoro MaTepuana, a M3bbITOK HEKOTOPbIX FrEHOB CNOCObeH
BNUATb Ha pa3BuUTUE N PaboTy OpraHoB.

MuBepcusa: pasBopoT chparMeHTa

MHBepcMA NPoOUCXOANT, KOrga y4acTOK XPOMOCOMbI Bbipe3aeTcs
n BCTpamBaeTcsa obpaTHO B ob6paTHOM opmeHTaumn. CamMum reHbl MOryT
COXPAHUTbLCSA, HO UX MOPSAAOK U PErynaunsa N3MeHSAIOTCS, YTO MHOrAa
NpUBOOUT K c60AM.

TpaHcnoKauma: nepeHocC Ha Apyryo XpOMOCOMy

[Npun TpaHCNOKauMu hparMeHT NepemMeLLaeTca Ha OPYyryto XpOMOCOMY.
Takasa nepecTporika MOXKeT ObiTb «cOanaHCUPOBAHHON»

NN COMPOBOXKAATbCSA NOTEPEN U Ayb6NMpoBaHMeEM MaTepuana,
NO3TOMY ee nocneacTemsa 6biBatoT 0UYEeHb Pas3HbIMU.




" Yucno xpoMocoM B pa3HbIX Kl'lé

Knetka XpoMocoM
ComMaTunyeckas 46

lameTa 23

3uroTa 46
AHOManbHbIN Habop 45/47

LLIKONbHbIV KypcC bunonorunu; HOPMbI KapnoTUIa YeJ/TI0BEKA

Tabnuua n
Habop B : a
BaXKHO P& 'JI
1
[@aMeTbl HEeCy
KNEeTKU N 3UroTa
XPOMOCOM YKa




3HavyeHMe XPOMOCOM ANA Hacneacree
N MeaMLUUHDI '

Nepepaya npusHakoB

XPOMOCOMbI XPAHAT reHbI

1N obecneymBaloT UX Nepenavy
OT poauTeNnen K NOTOMCTBY.
IMEHHO No3TOMY CTPOEHME
XPOMOCOM HanpaMyto CBA3aHO
C HacnegoBaHWEM MPU3HAKOB
N YCTOMYMBOCTbIO Pa3BUTUSA
opraHu3ma.

OuarHocTtnka HapyLeHunmn

13yueHne kapmnoTtuna
noMoraeT HaxoauTb
M3MEHEHUSA Yncna 1N CTPOEeHUS
XPOMOCOM. DTO 0CObBeHHO
Ba>XHO NpPU NOO03PEHNM

Ha HacNeaCTBEHHbIE CUHOPOMBI
N NPU OLEHKE MPUYNH
HapYyLUEHNIN PA3BUTUA.

PeI'IpOJJ,YKTM BHad MeAULUUNHa

XPOMOCOMHbIM aHanm3
NCMOMb3YIOT NPU NIAHUPOBAHUN
bepeMeHHOCTHU

N B NpeHaTa/IbHOW AMarHOCTUKE.
OH noMoraetT OueHUTb PUCK
Cepbe3HbIX OTKIOHEHWN

y byaoyuiero pebeHka 1 NpuUHATb
060CHOBaHHOE MegUNLIMHCKOE
peLueHue.




XpOMOCOMbI: OCHOBA Haceact
N ONArHOCTUKN

XPOMOCOMbI KOMMNAKTHO yrnakoBbiBatoT [JHK, 3agatoT BUOoBOM KapuoTum

n obecneymBaloT TOUHYIO Nepenavy HacneacTBeHHOW MHdopMaLmUn.
X aHanM3 noMoraeT NoHATb pa3BUTME OpraHMU3Ma, pacrno3HaBaTb
HapyLUeHUA U MPUMEHATb FreHeTUKY B MeguLMHE.




