)630p: HemapHble
YOMOCOMbI U UX
1a4veHne

Herlapr|e XPOMOCOMbDI BCTPEHAKOTCH B
SeOVNHCTBEHHOM SK3eMTINAPE N BJINMAKOT Ha MNoJ1 U
HaC/1eACTBEHHOCTD.




BeBepeHme: CTpoeHmne n GyHKLMUM XPOMOCOM

XpoMocoMbl cogepxaT OHK n 6enkun, XpaHut m

nepenatoT HacneaCcTBEHHYIO MHPopMaLuto. B
yenoBeKe 23 napbl, B TOM YMC/1e NOSoBble
X[POMOCOMbI, OTBeYaloLLMe 3a onpeneneHme nona.




CTpOeHVIe XPOMOCOMDbI. OCHOBHDbIE 3J1EeMEHTDI

LleHTpOoMepa — ToOYKa coeaAnHeHUs

LleHTpoMepa pa3gensaeT XpOMOCOMY Ha [Ba rnseda 1 cBa3bliBaeT ABe XpoMaTuabl. OHa
MUIpaeT BaXkKHYO POSib MpW AeNeHUM KNeTokK, obecnedmBada rnpaBubHoe pacnpeneneHme
reHeTUYeCKoro Matepmana.

Nneyuun n TenomMepbl: 3alLlMTa U CTPYKTYpa

OnvHHOe (g) N KopoTKoe (p) M1eYm XPOMOCOMbI HECYT reHbl. TenoMepbl HaxoOATCa Ha

KOHLLAX XPOMOCOMBbI, 3aLLUMLLAA MX OT MOBPEXOEHUI 1 NPeaoTBpallaa cokpauweHmne HK
npuv geneHnn,

FeHbl U XpoMaTuabl — XpaHUTENn nHdopmMaumm

Kakoaa xpomMatmaa COAEPXKUT CNparibHO CBEPHYTble Monekynbl HK, pasgenéHHble
Ha Y4aCTKM — reHbl, Kogupytouime pasfiMyHble HacneaCTBEHHbIE NMPUM3HAKM OpraHmM3aMa.




[TapHble N HEMapPHbIe XPOMOCOMbI: onpeaeneHme

[TapHble XPOMOCOMbI UMEIOT HenapHble XPOMOCOMbI CYLLECTBYIOT B OTCyTCTBME Napbl Y HEMAPHbIX
OOUNHaKOBYO GOPMY U pasMep, U Mo OHOM 3K3eMnaape, Hanpumep, Y- XPOMOCOM MPUBOAUNT K YHUKANbHOMY

O HOW NepenatoTCa OT KaXKaoro XPOMOCOMaA Y MY»XUUH, YTO BIMAET Ha nyTW Nnepenadym reHoB U

poouTena, obecneymBasg reHeTUYecKoe dopMUMpOBaHMe Mona u cneumanmsaunm GyHKLNM B OpraHmn3me.

pasHoobpasne. HacneacTBEHHbIX MPU3HaKOB.



[TonoBble XPOMOCOMBDbI:

X Y X-XpoMoOCcOMa — HOCUTE/Ib MHOXXeCTBa NreHoB
1

X-X[pOMOCOMa MPUCYTCTBYET y 060MX MOMOB, OHAa COOEPXUT MHOrmne

reHbl, CBA3aHHbIe C HAaCNeOCTBEHHOCTbIO M PAa3BUTUEM OPraHN3Ma,
nepenaBaschb MO Pa3HbIM MHUAM.

* Y-XpoMOCOMa — onpepgenintesib My>XXCKUX NPU3HaKoOB

Y-XpOMOCOMa MeHblLLIE Mo pa3Mepy U COOEPYXKUT reHbl,

OTBETCTBEHHDbIE 3a Pa3BUTUE MYMXCKUX IMNMOJTIOBbIX NMPUN3HaKOB U
rnpoouecc O6pa3OBaHl/IS:I criepMaTo3ongosB.




PacnpeneneHue nonay yenoBeKa: CTaTUCTUMKA POXKOEeHUA

N Maneumnkm (XY) [ Lesouxm (XX) PoygeHue oeTen ¢ pasHbiM MOSIOM 3aBUCUT
OT crly4YamHoro Bbibopa criepmartosomnga ¢ X
NN Y-XPOMOCOMOMW.

PacnpeueneHmeruwua6nM3Ko+<paBHOMynxm>
AEMOHCTPUMPYET POJIb HETapPHbIX XPOMOCOM B
omnonormm YyenoBeka.

CTaTUCTUKa poaoB, BceMupHaa opraHm3auma 340aBOOXpaHeHns,
2023




[eHbl HEMAaPHbIX XPOMOCOM: OCOBEHHOCTU HacneaoBaHUA

Ol.

[eHbl Y-XPOMOCOMBDbI
nepenaroTca TOSIbKO OT
OTLLa K CbIHY, COXPaHda4
MY>CKYIO TNMHUIO 6€e3
N3MEHEHUI.

02.

X-XpoOMOCOMa HacnegyeTca
KaK My>X4MHaMU, TaK U
YKEHLMHAaMW, YTO BNMaeT
Ha NpoaBfeHMe NMPM3HaAKOB
MNo-pa3HOMY Y MOJSIoB.

03.

Y My>KUNH gedeKTbl B reHax
X-XPOMOCOMbBbI
NPOABNAKOTCA Cpa3y, TaK
KaK HET BTOpPOW KoM ang
KOMMeHcauunn.

04.

3aboneBaHMa Kak
reModnnma 1 ganbTOHU3M
NpoaBnatoTCa Yalle y
MY>XUYMH 6narogaps
OCODBEeHHOCTaM
HacnegoBaHWMA X-
XPOMOCOMBbiI.



Hel_laprle XPOMOCOMDbI Y OPYIMX BNOOB

Cuctema ZW y ntuy,

CaMKM NTUL, MMEIOT pa3Hble MofoBble XpPoOMoCcoMbl (ZW), a caMLbl —
oOVnHaKoBble (ZZ). 9Ta cucTemMa onpenensaeT nona B 60/bLUMHCTBE
BUOOB MNTUL, U OTNIMYaeTca oT YenoBedeckomn XY.

Cuctema XO y HaCeKOMbIX

Y HEKOTOPbIX HACEKOMbIX CaMLbl UMEKOT NMLLb OOAHY X-XPOMOCOMY
(XO), 4TO 3HAYUUT OTCYTCTBUME BTOPOM MOTOBON XPOMOCOMbI, @ CAMKU
— aBe (XX), popMmpys pasfimyHble MexXaHM3Mbl HacegoBaHUS.

NMonoBble XPOMOCOMbDI Y Pbi6

Y HEKOTOPbIX BUOOB Pblb TakXKe BCTpedaeTcd cuctemMa XO, YTo
obecrneymBaeT pa3Hoobpasne cnocoboB onpeneneHns nona B
npupoae, NokasbiBag 3BOMOLMOHHOE pa3Hoobpa3ne.




CpaBHEHME ayTOCOM M HEMAaPHbIX XPOMOCOM

Tun
KonnyectBo | ®YyHKUUN HacnepoBaHue
XpomMoCcoMm
OTBeyvaloT 3a Bce
[MapHble, OT 060uKX
AyTOCOMBI 44 NpU3HaKK, Kpome .
poauTenen
nona
[Monosble (X 5 OnpepensaoT non u HenapHble, pasHble
ny) NOM0OBbIE NMPU3HaKN | y nona

Tabnuua oTobpaXKaeT KONMMYEeCTBO, YHKLLMU U
OCOBEHHOCTM HacnegoBaHMA ayTOCOM U
MOSIOBbIX XPOMOCOM Y YenoBeKa.

HenapHble XPOMOCOMbI UTPaOT OCOBYIO POSb B
HacnegoBaHWM M onpeneneHnmM nona, 4acTo
CBA3aHHOM C HacneacTBeHHbIMM 3ab601eBaHMAMMN.

YYeObHUK BMONOTrnU, reHEeTUKA YeioBekKa



XPOMOCOMHbIEe
HAad pyLU eHINAH:. T p M4 1MH bl CuHapoM KnanHdenbstepa (XXY) Bbi3BaH OOMONHUTENbHOM Y-

XPOMOCOMOW, BbI3blBasg U3IMEHEHWA B Pa3BUTUN U
N TTOCIJI eﬂ,CTBMQ PENPOAYKTUBHOM CUCTEME MY>XKUMH.

CuHapoM TépHepa (XO0) BO3HMKAET N3-3a OTCYTCTBUA BTOPOM
MOTOBOM XPOMOCOMbI Y YXEHLLMH, YTO MPUBOOUT K OCOBbLIM
PU3NYECKMM YepTaM 1 NpobieMaM Co 3000P0BbEM.

PaHHee BbigBMeHMEe 3TUX HapyLIJeHl/ll;l Ba>XHO OJ1H OKa3adHWNH
MeONLUMHCKOWM MOMOLLM U noaancepP>XKnM Pra3BUTUA NMNaluMNeEHTOB.




O6pa3oBaHMe MOoMOBbIX KNEeTOK: NpoLecc Menos3a

CxeMa MeMmoTn4yecKoro geneHumg, obecrneymBaloLEero rnepenadyy rnoJjioBblX XPOMOCOM




DOJ1E3HUN, CBA3dHHDbIE C TeHaMW HEeTTaPHDbIX XPOMOCOM

MyTaumMm B reHax X-XxpOMOCOMbI BbI3bIBatOT 3aboieBaHMg, 3aboneBaHug, CBA3aHHbIE C Y-XPOMOCOMOMW, BCTPEYatoTCA
TaKMe KaK reMopunmna 1 0anbTOHM3M, YacTo pexke 1 Yyalle CBA3aHbl C MY)KCKUM becrniogmnem. 3Tu
MNPOABNAIOLLMNECH Y MYXXUYNH N3-33 OTCYTCTBUA BTOPOU X- MaTOSIOrMKM OTPAXKAKOT YHUKASTbHbIE OCOOEHHOCTU

XPOMOCOMBbI. XeHLLWHBbI OObIYHO HOCUTEJIN, pPeOKO HaclieOBaHNA HETNapPHbIX XPLOMOCOM U UX TEHETUHECKOE
NCT1blTbIBAKOT CUMITTOMBbI. 3Ha4eHWe.




Mo3au

=4

feHeTUYeCKMe NPpUYUHDLI

Mo3anLM3M BO3HUKAET M3-3a3 OLLMBOK
B OeIeHUN KJTeTOK UKW MyTauumn,
NPMBOOALLMX K Pa3HOMY Habopy
X[POMOCOM B K/1€TKax O4HOro
opraHmama.

&

BnanaHue Ha 340poBbe

Hanunume pasnmyHbIX BApMaHTOB
HerMapHbIX XPOMOCOM MOXET BbI3blBaTb
OTK/TOHEHWSA BO BHELLUHOCTU U
300POBbe, HAMNpPMMepP, Yy Noaen ¢
cUHOpoMaMm TépHepa nnu
KnamHdenbstepa.

IM3M. BAPWNaAHTbl HETTAPHbIX XPOMOCOM B KJTETKAX

0

.

OounarHocTuka

I1n4a BbiABNeHNA MO3anLIM3Ma
NCMOJIb3YKOT UMNTOreHeTN4HeCKne
MeTOObl, MO3BOJIAKOLLINE aHAJTU3NPOBATb
XpOMOCOMHbIl;I COCTaB Pa3HbIX KINETOK
opraHmM3Ma.



Y1MCNo HemapHbIX XPOMOCOM VY Pa3HbIX OPraHM3MOB

CpaBHeHME BUOOB MO HaATMYMIO HEMAPHbIX
XPOMOCOM U TMUMaM CUCTEM onpegeneHmsa nosa
OTPaXaeT pa3Hoobpa3me BNONOrMYECKMX
MEexXaHM3MOB.

Pa3ninuma B HATMYMKM HEMAPHbIX XPOMOCOM
NoOYEPKMBAIOT aganTaLlMOHHbIE
OCOBEHHOCTU Pa3HbIX BUOOB.

OpraHusm

HenapHble XpoMOCOMbI

Tnn cuctemMbl

UenoBek

Y (1)

XY

[po3oduna

Y (1)

XY

[Trybl

W (1 y camkn)

YA

[Myénsbl

OTcyTtcTByeT Y

XO

bronormyeckme cnpaBo4YHMKM, 2023




Ponb HenapHbIX XPOMOCOM B 2BOJIHO

BNOOB

HenapHble XpPOMOCOMbI
obecneymBatoT
Pa3HoObpa3ne NonoB, YTo
CTUMYNUPYET NoJIoBOE
Pa3MHOXXEeHNE N YCKOPFAeET
BO3HMKHOBEHWE HOBbIX
MPWM3HAKOB Y MNONYyNaLUUN.

3aMelleHne X Ha Y unm W Ha
Z Y pa3HbIX BMOOB NpmBOOUT
K POPMUNPOBAHUIO
YHUKAMNbHbIX CUCTEM
onpegeneHmna nona,
CrocobcCcTBy4
ouronormyeckon agantaynmm.

[TonoBoe pasnunyme,
3aaBaeMoe HeMmapHbIMU
XPOMOCOMAMM, CIYXKUT
OCHOBOW 4119 NMO/OBOro
oTOOpa 1 NogaepP>KmMBaeT
reHeTU4YeCKyto
BAapUMaTUBHOCTb.

MU N 0BPa3oBaHMKM HOBbIX

DOBOMTIOUMOHHbIE M3MEHEHUSA
HenapHbIX XPOMOCOM
COOEMCTBYIOT MOABNEHMIO
HOBbIX BMUOOB Yepes
N30N9LNIO N HAKOM/IeHue
crneumpmnyeckmx
reHeTUYeCKmMxX oCoObeHHOCTEN.



CoBpeMeHHble MeTobl

N3IYHEHUMH HETTAPHDBbIX XPOMOCOM

dnyopecueHTHas MUKPOCKONuUs

[lo3BONAET BU3YanmM3npoBaTb OTOETbHbIE XPOMOCOMbI C MOMOLLbIO KpacuTeneu,
obecrneymBadq BbidBNeHME CTPYKTYPHbIX OCOBEHHOCTEN N aHOManMn. cnonb3yeTtca O
aetanbHOro aHanmsa X n Y-XpoOMOCOM.

CekBeHupoBaHue NHK

TexHONMOrmm BblICOKOTOYHOM paCLLIl/ICprBI-(l/I NreHOMOB MNMO3BOJTAKOT N3YHUUTb
nocsiegoBaTeJibHOCTb NreHOB HElNMnapHbIX XPOMOCOM, BbIAB/1IATb MyTaunM NN MOHNMAaTb UX
POJS1b B Hac/1eaACTBEHHDIX 3abon1eBaHuax.

LinToreHeTU4YecKkme Metoabl

KoMnnekc MeToauk 9 aHanumsa 4mcna v CTPYKTYPbl XPOMOCOM, BK/TtoYad
dnopecuUeHTHYO TMbpuan3aLmto, MOMOratoT ANArHOCTUPOBATb XPOMOCOMHbIE
MaToNoOrMm N MO3aMLIM3M Yy NALIMEHTOB.

16



BanaHume HEelNapPHbIX XPOMOCOM Ha BHeELWHOCTb U lNnoBegeHme

Ol. 02. 03.

[eHbl HEMAaPHbIX XPOMOCOM OHU onpenesidroT OCOBEHHOCTU KpoMe TOoro, 3Th reHbil MOTYT BJTUATDb
BOB,EI,el;ICTByI-OT Ha POCT 1 INOJ10OBOE FOJTOCOBbIX CBA3O0K, pacripenesjieHme Ha NMNCMXosiorm4yeCKme 4epThbl,
co3peBaHMe, BKJTIOHaA pPa3BUNTHNE BOJ1OC N ApYyIrmne (1)VI3VI‘—I€CKM€ nPEeapacrioyiooKeHHOCTb K
BTOPWYHDbBIX MOJ10OBbIX NMPN3HAKOB Y XapPaKTeEPUNCTUNKHN, CI_IeLI,l/ICI)l/ILIHbIe OJ1H COLManbHbIM B3aMMOOENCTBUAM U
MaJ1Ib4MNKOB B INMepmnon MNoJ10B HeJ10BEKa. O6yqaeMOCTVI.

NOAPOCTKOBOIro BO3pacTa.



[lepenada X- 1 Y-XpOMOCOM OT poaunTenen K eTam

IHmnarpamMMa HaciegoBaHMA MOTOBbIX XPOMOCOM poaunTenaMm m BEPOATHOCTb NMoJsa pe6éHKa

MaTtb (XX)

O6begnHeHue
ramet

CnepmaTto3oung,
HeceT X Unu
Y?

[Mony4yeH XY
— Manb4uK

Mony4deH XX
— [eBOuYKa



IHTepecHble PpaKTbl O HEMAPHbIX XPOMOCOMaX

PasmMep Y-XpOMOCOMDI

Y-XpOMOCOMa — caMaqa ManeHbKaa B Habope, coaepXXmT okono 60
AKTUBHbIX FEHOB, B OT/TMYME OT X-XPOMOCOMbI, KOTOPAa4d
HacunTbiBaeT 6onee 1000 reHOB U UrpaeT bonee oBLLIMPHYHIO PO/Ib.

OTcyTcTBME Y Y HEKOTOPbIX M/IEKOMUTAIOLLUX

Y HEKOTOPbIX BUOOB MJTIEKOMUTAOLWMX Y-XPOMOCOMa MOSTHOCTbHO
oTcyTCcTBYET. [Ton onpegenseTca APYrmMmM MexaHM3MaMu, UTo
O0EMOHCTPUPYET pa3Hoobpa3ne 6MoNormMYecknx CUCTEM B MpUpoae.

CpaBHeHMe ¢ poacTBeHHbIMU BUAaAMM

Y lWWMMMMaH3e U ropnJiJyi CTpoeHMeE reHeTU4YeCKMm cocTtaB Y-
XPOMOCOMDbI OTITNMYHAKOTCH OT HeJTOBEHECKUX, UTO OTPa>KaeT
2BOJTIOUMNOHHDbIE PaCXOXOAEHUA MeXXAy BNOaMN.




3Ha4dYeHMe HenapHbIX XPOMOCOM B
6buronornmm 4YenoBekKa

HenapHble XpOMOCOMbI Ba)XHbl 014
ornpegeneHuna norsa, HacrnegoBaHng
MPWN3HAKOB M 300P0BbA, X N3YyYEeHMne
CMOCOOCTBYET PA3BUTUIO MeOULMHbBbI U
reHeTUKMU, pacLUMnpaa 3HaHUA O
OUMOOrMYecKoOM pa3Hoobpasnm.




