O630p: CTPYKTYpPa U
PYHKLMN XPOMOCOM

XPOMOCOMbl — HOCUTENIM FTEHETUYECKOW MHMPOPMaALINK,
hbopMuMpyoOLLME OCHOBY XXU3HMW.



[lepBble LHarv B "ay4eHmm XpomMoCcom




KOMMOHEHTbI U OpraHM3aumsa XpoOMOCOMbI

HOBonHasa Mmonekyna IHK v
€€ yrnakoBKa

OCHOBOWM XPOMOCOMbI CITY>XUT OHA
oanHHaa monekyna HK. OHa
NIOTHO CBEPHYTa C NMOMOLLbIO
cneumnanbHbiX 6eNKOB,
obecneyrBasd KOMMNAKTHOCTb U
YCTOMYMBOCTb FEHETUYECKOT O
MaTtepuana.

CecTpuHCcKue xpoMmatmnabl U

LeHTpoMepa

XPOMOCOMa COCTOUT U3 ABYX
NOEHTUYHbBIX CECTPUHCKUX
XpoMaTmna, COeANHEHHDbIX
LLeHTPpOMEPOUW, KOTOpPas
obecneymBaeT NpaBUIbHOE
pasneneHmne npu KNeTouYyHoOM
neneHnu.

TenomMmepbl N nX 3almTa

TenoMmepbl — KOHLUEBbIE YYACTKM
XPOMOCOM, 3awmuwarowme 1HK ot
nerpagaumm n urpatoLlime posb B
KETOYHOM CTapeHUN N OeNeHnn.



[ MCTOHDBI, HYK/1eocoMbl U yrnakoBka AHK

Ponb rmcToHOB B CTPYKTYp€e XPOMOCOMBI

[ MCTOHbI — ManeHbKMe 6enkun, obpasyrowme ocHoBy aaa HaMaTbiBaHua IHK. Onu
ynakoBbiBaloT [IHK B KOMNaKTHble CTPYKTYpPbI, 06ecneynBasa eé opraHm3aumio

BHYTPW A4pa.

BbicoKoypoBHeBas ynaKkoBKa U e€ 3HaYeHue

HyKneocoMbl cny>KaT OCHOBHOW eAMHULLEN YMTAKOBKK, M03B0NAS 3 PEKTUBHO
PErynmMpoBaTh AOCTYMN K FEHaM M 3allMLLATb MX OT NOBPEXAEHWUN.



CTpyKTYpHbIE 3/1IEMEHTbI XPOMOCOMbDI U
NX PYHKLUUN

Ka>kabll 3/IEMEHT XPOMOCOMbI BbIMNO/THAET YHUKASIbHYIO
POJIb B Mogaep>XaHnu e€ UesloCTHOCTU U nepenayn
MHdopMauunw.

KoMnnekcHada cTpyKTypa obecnevymBaeT cTabuibHOCTb U

KnHetoxop [1puKpenneHne K BepeTeHy aeneHunsa
[MCTOH YnakoBka AHK
Hykneocoma Ba3oBas eguHMLa yNakoBKK

TOYHOCTb HacneaoBaHMA reEHETUYECKON MHbopMaLUn.

YuebHble MaTepuasbl MO MONEKYNAPHON Bnonormm




PYHKLUN LeHTPOMEpP U TenoMep

z LleHTpoMepa obecneymBaeT NpaBUIbHOE TenoMepbl NpenoTBpaLLAOT NMOTEPKO MTEHETUYECKOW
NPUKpPEnJieHne XxpoMaTna K MUKPOTPYyboUYKaMm MHpoOPMaLMKM NPU KXKOOM LUKNe AeneHus, urpas
BEPETEHA U UX TOYHOE pa3gesieHne BO BPEMS Kto4YeByto ponb B 3awmte IHK oT ykopaumBaHus.
OEeNEeHNA KNEeTKW.

Ncuye3HoBeHME PYHKLU MK TENOMEP CBA3AHO C
KNMNETOYHbIM CTAPEHNEM N OrPaAHNYEHUNEM
KOJIMYeCcTBa OeNTeHUN, BANAS HA XXU3HEHHbIW LUK
KITETKMW.




OcHOBHble 0CO6EHHOCTU NOMOJTIONMYHbIX XPOMOCOM

02 04

Bo BpeMsa Meno3a
NPONCXOONUT KPOCCUHIOBEP

[OMOMIOrnYHbIE OHW cogep>KaT /ToKyCbl o4
XPOMOCOMbI 06pa3yoT OOHUX U TEX XKe

Nnapbl C OANHAaKOBOM NPWU3HAKOB, HO ai1IeqIn B
CTPYKTYPOW U HMUX MOFYT pa3finyaTbCs,
PACMO/I0XKEHVNEM MEHOB, obecneymBas

NoSIly4YeHHble OT MaTepu U FeHEeTUYECKYIO

oTLLa. BapMaTUBHOCTb.

— 0OMEH y4YacTKaMu Takada nepekoMbuHaumg
MeXKOy rOMOJ10rMYHbIMU cnocobcTBYyEeT aganTauum u
XPOMOCOMaMu, YTO NOAB/EHMNIO HOBbIX
NoBbILLAET pa3Hoobpa3ue reHoTMNOB B NONynAuUnaXx.
HacneacTBEeHHbIX

KOMOMHaLU M.




PopMbl XpOMOCOM

z Knaccudmkaumsa no ueHTpomepe

XPOMOCOMbI KNAaCCUPULIMPYIOT MO MOSTOXKEHUIO
LLeHTPOMepbI: MeTaLLeHTPUYECKME UMEIOT LLeHTPasbHYHo
LeHTpOMepPY, CyOMeTaLeHTPUYECKME — CMELLEHHYIO,
aKpoLeHTpUYecKkmne — 6/IM3KO0 K KOHLY, TENTOLLEHTPUYECKME
— Y Kpas.

z [Tpeobnaparowme chopMbl y HennoBeKa

Y yenoBeKa JOMUHUPYIOT METALEHTPUYECKUE U
cybMeTaueHTpuieckme, obecnevymBaoLLMe ONTUMASIBHYIO
opraHmM3auunto n ctabmnbHOCTb reHoMa.




CpaBHeHMe Yyncna XpoMoCcoM Yy pa3HbIX BUOOB

z Yucno XPOMOCOM BapbUpyeTcs cpeam B KonnuecTBo XpOMOCOM Y pa3nnyHbIX OpraHu3moB

OpPraHM3MoB, OTparkad pa3Hoobpa3ue

3BOJIIOLUMOHHbIX MYTEN U FEHOMHbIX CTPYKTYP.

CpaBHeHMe NOKa3bIBAET, KAK XPOMOCOMHbI

Habop cBA3aH C BUOTOrMYECKON CTOMKHOCTbIO -

N BUOOOBPa30BaHMEM. eno®® et pogﬂcpwﬂa N pwne

B

Hay4yHble gaHHble no uutoreHeTmnke, 2023




AyTOCOMbI U NMOJI0OBble XPOMOCOMBDI:
K/1louEeBbIEe OT/TUYUSA

AyTOCOMDI Qj [MonoBble XPOMOCOMDI len SRY
CocToaTt 13 22 nap y yesioBeKa, HecyT OnpepensatoT nosa ocobu: XX y XKEHLUH U Pacnono»keH Ha Y-XxpoMocoMe, 3anycKaT
reHbl, oTBeYvatoLme 3a 60/bLLINHCTBO XY y My>X4nH, cogep»KaT reHsbl, dbopMMpoBaHME MYXKCKUX
PU3nYEeCKNX N BUONOrNYECKNX MPU3HAKOB BNVAOLWME Ha Pa3BUTKE MOIOBbIX PEMPOAYKTUBHbIX OPraHOB U MY»XCKMX
opraHu3ma. NPU3HAKOB. XapaKTEPUCTUK.
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OdunnonpHbI U ranonaHbIK HAbopbI

XPOMOCOM

CoMaTnyeckume KneTkm

Copep»kaT aunaonaHbi Habop 3 46
XpoMocoM (23 napsbl), obecnevumBatoLnif
CTabUNbHOCTb reHeTU4YeCcKom nHpopmMaumm
NPV Pa3MHOXXEHUNN OENTEHUNEM.

laMeTbl

[announaHbIv Habop 13 23 XpoMoCoM
XapaKTepeH A1 NO/0BbIX KNETOK —
CrepMaTo30Ma0B U ANLLEKNETOK, YTO
obecneumBaeT NOIOBOE PAa3MHOXKEHME.

OnnoporBopeHue

[MTponcxognT ob6begmHeHmne ran1IongHbix
HabopoB, BOCCTAHOBIEHUE ONNNOUOHOIO
KOMMJ1EKTa, NOOOEP>KMBAIOLLErrO
YHUKaNbHOCTb 1 CTabubHOCTb BMAaA.
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XpPOMOCOMHbIE MYTaLlMN U UX NOCNenCcTBUS

CTpYKTYypHble MyTaLMX BKIOYAOT geneumn, YrcnoBble MyTauum cBA3aHbl C UBMEHEHMEM YNC/Ia
OYyNAMKaLuum, MHBEPCUUM 1N TPAHCIOKaLMW, XPOMOCOM, BK/IlOYasd aHeynionguto u

BVSAOLIME Ha LENOCTHOCTb U PYHKLIMIO NONUMIONONIO, YTO HECET 3HAUUTESNIbHbIE
XPOMOCOMHOIo MaTepuana. buronornyeckme nocnencTeus.

CuHppom [layHa obycnoBneH TpucomMmen 21-in Hpyrne npumMmepbl — cMHApoMbl KnanHdenstepa

XPOMOCOMbI, NPOABASAOLWENCH B YMCTBEHHOM (XXY) n LLIepeweBckoro-TepHepa (XO), Bavsatowme
OTCTaNIOCTU N cneunPrnyecknx nsanyeckmnx Ha NOJI0BOE pa3BUTHME N pusmndeckne ocobeHHOCTI.
NpU3HaKax.




KapuoTun: 3HavYeHue h NpuMeHeHue

01

KapuoTunn oTpakaeT MOJIHbIV
Habop XPOMOCOM, UX
KOJIMYECTBO, pa3Mep un hopmMmy,
YTO MO3BOIAET OLUEHUTDb
reHeTM4YeCcKoe COCTOAHME
OpraHm3Mma.

02

[ loMeHsaeTcs B AMarHoCTUKe
HacneacTBeHHbIX 3aboneBaHunw,
BbIABMSI aHOMAMNK, Takne Kak
TPUCOMUN NN CTPYKTYPHbIE
NepecTporKn XPOMOCOM.

03

cnonb3yeTtca ons
onpeneneHnda nona um
npoBeaeHNA NpeHaTaIbHOW
OMNArHOCTUKM, YTO cnocobcTByeT
PaHHEMY BbIABIEHUIO
naTonormn y naopaa.
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3 O O Pa3TIMYHbIX BUAOB UMEIT YHUKAJIbHble
XPOMOCOMHbIE NepecTPoOuUKMN, oTparkatoLime
npowecc Buaoo6bpasoBaHUsA M aganTaLlunn.

JBonUMOHHaa reHeTunka, 2023

MHorue BObl XapPaKTEPUNI3YIOTCA YHNKAJIbHbIMN USMEHEHUNAMU B CTPYKTYPE

XPOMOCOM, YTO CMOCOOCTBYET YBETMYEHMIO OBMOIOrMYECcKOoro pa3Hoobpa3na u
3BOJIIOLUMOHHOM aganTaunn.
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CoBpeMeHHble NPUMEHEHNA XPOMOCOMHDbIX
nccnegoBaHuM

‘Ak_.- L

FlpeHaTaana;l AONalrHOCTUKa U
reHeTn4vyeckKoe KoOHCyJibtnpoBaHue

TexHOMormm aHanmsa XpoMoCcoMm
NO3BOIAOT BbIABMATb
HacneacTBeHHble 3aboneBaHMNe eLle
Ha PaHHUX CTagmnax 6epeMeHHOoCT!,
YMEHbLLUAA PUCKU 1 Nogaep>XMBas
300p0Bbe 6yayLIMX MOKOTIEHUNI.

Cenbckoe X0391UCTBO U
cefleKkums pacTeHnu

[eHHble KapTbl M XPOMOCOMHbIE
nccnenoBaHUsA YCKOPAOT co3gaHne
COPTOB C YCTOMYMBOCTbIO K 60N1e3HAM
N HebNaronpmMATHbIM YCOBUAM
KNMMaTa, NoBbIWasa YPOXKalHOCTb.

buotexHonorum un MeOUUUnHa

MccnepoBaHMA XpOMOCOM MOMOratoT
B pa3paboTKe reHHOW Tepanuu u
CO34aHNN FEHETUYECKMU
MOONPULNPOBAHHBLIX OPraHNU3MOB,
pacIMpPAsa BO3MOXXHOCTU JI€YEHUS U
Npon3BOoACTBa 6GMONPOOYKTOB.
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[ @HHble NOoKYCbI:
4yTO 3TO U NpUMepbI

[€eHHble NOKYCbl — (OUKCUPOBAHHbIE MO3UNLIMN HaA
XPOMOCOMaXx, rae PacrnosioXKeHbl KOHKPETHbIE FeHbl,
onpependoume HacneayemMble MPU3HaKkM U PYHKLIMN.

Hanpumep, b-rnobrHoBbIn nokyc Ha 11-i xpoMocome
KOHTPONIMPYET CUHTE3 reMorniobmHa, >XMU3HEHHO Ba>XKHOIO
benka KpoBW.

MYTaLI,l/Il/I B JIOKYCaX MOTYT NnpmBecCctn K HacJieaCcrBeHHbIM
3860ﬂeBaHVIFIM, TAdKNM KaK CepPrNMoBMNOHO-K/TIETOHYHAA
dHEMUNA N TaJTaCCeEMUA.
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XpPOMOCOMBbBI Y 3YKApPUOT U NPOKAPUOT: OT/INYUSA

Y 3yKapuoT XPOMOCOMbI
IMHENHble, HAaXOOATCA B A40€,
MMELIOT CTIOXKHYIO YNaKOBKY U

MHO>XeCcTBO 6e/IKOB-rMCTOHOB,
obecneyvmBasa perynsaumnto reHoB
n 3awmty JHK.

02

[lpokapuoTbl 06n1agatoT OgHOM
KonbueBon Mmonekynon [1HK B
HyKneounge, NMWEHHON
FMCTOHOB, YTO OTPaXKaeT Ux
NPOCTYIO KNETOYHYIO CTPYKTYPY
N PYHKLMOHANIbHOCTb.




MuUTO3: poJsZiIb XpPOMOCOM B npoLieccax
OeNleHNSA KNEeTKU

STanbl MUTO3a 1 pacrnpeneneHne XpoMocom
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Ponb xpoMocoM B Meno3e

@Da3bl MeNo3a U reHeTUYecKoe pasHoobpasue

[lepBas BTopas

peayKUuMoHHas
¢da3a

9KBaLMOHHad
¢dasa

KpoccuHroeep

O6pa3oBaHue

ramMmeT
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3aKnwuJyeHue:
3HaAUYeHue
XPOMOCOM B

OMonorum u

MeguLUnHe

I3yuyeHne XxpoMoCcoM pacKpbiBaeT dyHOAMEHT

HacneacTBEHHOCTU, CNOCOOCTBYET Pa3BUTUIO
MeOMNLMHCKON ONArHOCTUKU U
BMOTEXHOTOMMI, PACLLMPAA BO3MOXKHOCTU
6opbbbl C reHeTnYeCcKMMmM 3aboeBaHUAMU U
NOHMMAHMA 3BOTIOLLMOHHbIX MPOLECCOB.

N



