LinToreHeTuka —

pa3gen KNNHU4YeCKoOn reHeTUKu,
N3y4vyaroLwmmn KretToyHble OCHOBDbI
HacrneaCTBEeHHOCTU U
N3MEHYUBOCTM.







XpPOMOCOMbI — HYKNEOonpoTenaHbIe CTPYKTYPbI B
AApe 9yKaproTUYECKON KNETKM, B KOTOPbIX
cocpenoToyeHa 6onbluas YacTb HacrneaCTBEHHOM
MHOPMaLMM U KOTOpble NpeaHa3HayYeHbl Ans eé
XpaHeHUs, peanusaumm n nepeaayn.

XpomocomMa — 3TO YPOBEHb OpraHu3aumnm
HacnegcTBEHHOro matepuana, npeacTaBneHHOro B
BUOE XpOMAaTUHA NN XPOMaTUHOBOIO KOMMEKCa.



reHbl pacnonoXeHbl B XpOMOCOMaXx, Kaxkaas
XpOMOCOMa npeacrtasndeT cobou rpynny
cuenfeHnsi reHoB.

Yucno rpynn cuenneHus y Kaxgoro suaa paBHO
ransiouaHomMmy Habopy XpomMocom.

Mexagy roMmosiort4HbiMmM XpoMOCOMaMWnU MOXET
NMPONCXoOUTb obMeH annenbHbIMU FEHaMW.

paccTosiHue MeXxay reHamMmm B XpoMocome
NponopLUUoOHaribHO NPOLEHTY KPOCCUHIroBepa
MeXAay HUMM.

KpoccuHroBsep — npoLecc roMonorm4yHom
pekoMOMHaLMK, NpoTEeKatoLW 1A B NEPBOM
MENOTUYECKOM [JEeNeHne B XOAe OOreHe3a U
criepMartoreHesa.



= XpomaTtuH — H1Tb [HK cBaA3aHHy0 ¢ benkamu.
= benkun: rmcToHbl N HermctoHoBble Benku.

——
= [UCMOHBI xapaKTepPHbl TOSbKO OIS
9YKapMOTUYECKUX KNETOK, OHMN OCYLLIECTBIAIOT

nepsble 3Tanbl ynakoBku OHK nyTtemM MOHHBbIX
CBA3EMN.




B XpoMaTuHe
OCYLLIECTBNSAETCHA C MOMOLL I HYK/1€OCOM

[HK Hakpy4dnBaeTca Ha NOBEPXHOCTb
bernkoBbIX YacTul, Kaxkabin pa3 genasa 1,75
obopoTa BOKpYr cepaueBuHbl. CepaueBnHa
HYKNEeOoCOMbl BCerga KoHcepBaTMBHa U
COAOEPXKNT 8 MOSIEKYN — NO 2 MOJIEKYNb
rmctoHoB H4, H3, H2A, H2B.

[TlepBbI HYKNEOCOMHbLIN YPOBEHb

KOMMNaKkTu3aunm ykopadmsaet monekyny JHK
B 6O-7 pa3. B



AHK Hykneocoma BYCHHbI HA HUTH ®u6pun

I I I I I I

A30NMPOBAHHbLIE YHACTKH AKTMBHG TPaHCKpPUOMpyembie reHbl MeHee akTv

I I I I I

MMCTOHLI KOpa Mcton H1




BTopown atan ynakoBKM HyKIIeoCOMHaga CTPYKTypa C
NOMOLLbIO rTMCTOHa H1, KOTOpbIV CBA3bLIBAETCA C
NHKepHou YacTbio JJHK

Bo3HuKaeT cosrteHouo (omnbpunn xpomatuHa)

Pnopunnel HK nonapHo ckpyunBasicb, 0bpasytoT
XPOMOHEMbI

XpoMomepbl — YTOMLEHHbIE, NAOTHO
cnmpann3oBaHHblE XPOMOHEMbI

KOMMJ1IEKC NonyxpomMmatunabl

[Nepen Ha4yanom geneHns xpomocoma
cnupanunayetcs, obpasys xpomamuady

[lanbHenwaa cynepcnupanusaums npuBognT K
obpa3oBaHUIO Napbl XpomMmaTtng,.

Mapa xpomaTug o6pasyetr XpomMocomy.



inna 30 um AKTMBHasi XpOMOCOMA MertacgasHasn xpoMmocoma

i l l l

[MBHbLIE reHbl B nepuoa usTepcasbl B xone aeneHunn Knetku

i l l l

Benku ckajpdonga DOpyrue 6enku ckathcdonna

Y
B




conesouna

nemrnn ~
30 um -~ \.

DNA-asomHas cnmpans

) voneeyna
700 mm m

A. XpomaTtvH

' N- ~KOoHey QC

| N-xoweuy
ruc'ronosuu oKTamep
(H2A'H2B)p (H3-H4),  rucTon H




XpomaTtunabl COEANHAITCA MexXay cobon B panloHe
NePBUYHOWN NEPETSKKN NN LLeHTPOMEPbI.

Ba)kKHas porb B OpraHu3aumn BepeTeHa geneHuns

CxeMa OCHOBHbIX 3TanNoB Meno3a

MeTtadasa | AHadaza | Tenodasza l




bnarogapa nepBUYHON NEPETAXKKE
XpOMOCOMa AENNTCA Ha nriedn, Kopomkoe (p)

N OsfTUHHoE (q).

BTOopuyuHbIe NepeTAXKM Yy YerioBeKa JIOKann3yTCAa B pasHbIX
TO4YKax no anunHe xpomocom - 13, 14, 15, 21 n 22.

- Telomere
Chromomere —

Chromonema -

Centromere

Matrix —¢

Pellicle =

Fig. 4.1. A simplified structure of chromosome and chromatid.



B 3aBUCcUMOCTH OT IMOJIOKECHUS
[ICHTPOMEDBI

® MeOuaHHbIU (MeTaLeHTPUYECKUN) —
LleHTpOMepa pacrnonoXeHa B cepeanHe
XPOMOCOMbI 1 0Da nrieva paBHbI.

e cybmeoduaHHbIU (CyOMeTaUeHTPUYeCKUN) —
LleHTpoOMepa pacnonoXXeHa onmxe K ogHOMY n3
KOHLIOB, M€Y XPOMOCOMbI HE PaBHbI.

e cybmepMuHaribHbIU (AKPOLEHTPUYECKUN) —
LleHTpOMepa pacrnosfioXXeHa Ha KoHLe
XPOMOMCOMBI.



[na namepeHna anmHbl XPpOMOCOMBbI Dbl
npeanoXxeH — ngons
ONWHbI KOPOTKOrO NneYva anmHe BCeW
XpomMmocomsbl, NpuHAaTon 3a 100%.

Ecnun ueHTpomepHbIN nHaekc paseH 50%, 1o
9TO MeTaueHTpu4ecKkaa XxpomMocoma,

ecnun MmeHbLle 50% - cybmeTaueHTpuyeckas
XpOMOCOMa,

ecnu LUeHTpomMmepa pacrnoroxeHa bnmsko K
KOHLLY XPOMOCOMbI — TO aKpOLIEHTpUYecKas.



Chromatid
Telomere

Satellite

Centromere

T — Submetacentric Acrocentric

Chromosome
metacentric
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KoHueBas 4acTb XPOMOCOMbI Ha3bIBAETCH
Tenomepou

3alNTHYO (PYHKLUMIO, OT HYKneas
npegoTBpaLlaeT crmnaHme XpoMmocom ,
NpendaTCTBYET 0Opa3oBaHUIO ANLEHTPUKOB

peaynnukaumm XpomMoCcoM Npu NOAroToOBKeE
KNETKN K JENEHNIO

meJsioMmepasa yarimHAeT TerfioMepbl B
CTBOJ1OBbIX U MOJTIOBbIX KITETKAX.



Ha pa3jn4YHbIX yYaCTKaX OTHOU M TOHU Ke
XPOMOCOMBI CITUPATIU3ANUSA, KOMIIAKTHOCTD €€
OCHOBHBIX 2JICMEHTOB HEOANHAKOBA.

aKTUBHbIe palOHbl, coagepXXaT reHsbl,
KOHTPONUpYoLLUE pasBUTUE NPU3HAKOB;

B MHTep@asHbIX apax aTo
OEeKOHOEHCUpPYIOLLMECS,
crnabookpalumBaloLLMECS CTPYKTYPHbI.

XpomMaTuH B aKkTUBHOUN popmMe, B HEM
npomncxoaunT TpaHckpunuuna — cnHtes PHK.
IJTU PaUOHbIl 3yxpomMamu4yecKue.

ayxpomMamuHu3auus — gecnmpanmsaums
XPOMOCOM B MHTEPdA3HOM Aape, C UX
reHeTUYEeCKON akTnBaLUnen.



HeaKTUBHbIE Y4aCTKU, C BbICOKOU CTENEHbLIO
cnupanumsaunm, Ha NPpoTSAKeHUU Bcero
MUTOTUYECKOIO LMKNa, MHTEHCUBHO
OKpalluuBatoTCH,

cémepoxpomMamuYd4ecKue.

[Tpmep pakynsTaTUMBHOIO retepoxpomaTmHa
(COOEPXUT HEAKTUBHbIE FEHbl) - HeaKTMBHas
nonosas XpoMocoMa, B MHTepdrase Kak
Tenbue bappa.



CmpykmypHbIU 2emepoxXpoMamuH B
LleHTpoMepe, TeNloMepax, B HEM HET
YHUKaNbHbIX rEHOB.

Ero OHK He kogupyeT benkn, cocTouT 13
TaHOEMHbIX NOBTOPOB.

OH BbINOSHAET CTPYKTYPHYIO 1 PETYIIATOPHYIO
DYHKLMIO, CAYXKNT 3aLLUUTHBIM SKPaHOM A5
ayXpomaTumHa.



XpOMOCOMbI KINNETKN MOXXHO YBUOETb TOJIBKO
BO BpeEMA ee JEeJIEHNA —

npu MUTO3E
N Menoase,

MX HasbiBaloT MeTada3Hble NACTUHKMU.



HomeHKNnaTypa XpomMoCcom
B 3aBMCUMOCTW OT UX MOPJOONOrM4eCKon XxapakTepucTukn

1 rpynna A (1-3) - OonbliMe MeTaueHTpudeckune,
2rpynna B (4,5) - KpynHble cybmeTaleHTpuyeckue,
3 rpynna C (6-12) - cpegHue cybmeTaLeHTpUYECKNE,
4 rpynna D(13-15) - bonbLline akpoueHTpuyeckume,

5 rpynna E (16-18) — kopoTkne cybmeTtaueHTpuieckue,
6 rpynna F (19,20) - manble meTaueHTpUYeCKue,

7/ rpynna G (21,22) — manble akpoueHTpudeckme,

X-Xxpomocoma - b6nuxe no cBoern Mopdororum K rpyrne
C, Y-xpomocoma - bnunxe K rpynne G.
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Puc. 12.9. JleHBepcKana Knaccu(pUKaiya XpoMocoM uesioBexa (1960).



I'pyrma A (1-3) — Tpu mapel caMbIX KpPYIHBIX XpPOMOCOM: [Be
MeTalleHTpUueckue U 1 cybMeTarie HTpUY ecKas.

I'pyrma B — (4-5) — e mapel QIMHHBIX CyOMeTaljeHTpUYeCKHUX
XPOMOCOM.

['pyrma C (6-12) — 7 map cyOmeTal|eHTpUUeCKUX ayTOCOM CpegHero
pa3Mepa U X-XpOMOCOMa.

['pyrma D (13-15) — Tpu napsl cpeHUX aKpOLIe HTPHY e CKUX XPOMOCOM.
'pyrma E  (16-18) — Tpu mapel  MeTaleHTpUYecKas H
cyOMeTaL[eHTpHUY e CKHe XPOMOCOMBL.

['pyrma F (19-20) — gge mapel Masle HBKHMX MeTalleHTpU4Ye CKUX XPOMOCOM.
I'pyrma G (21-22 u Y) — ABe mapel Me/IKUX aKpPOLIEHTPHUY eCKUX XPOMOCOM
1 Y -XxpoMocoMma.

IIpu pymunHOl OKpacke 0OOCMOBEPHO MOMCHO UOeHMUPUUUPOBAmb
moabko 5 xpovocom: 1, 2, 3, 16 u Y-xpomocomy, npu ougpgepenyuanbrol

— 8Ce XpoMoCOoMbl.



MesxayHapoaHas KiacCu(puKaIms

B 1971 r. bbina cornacosaHa eguHaga cuctema
nOoeHTUUKaLnMm XpoMoCcoM YeroBeka, yYnThbiBaBLLagda
OndodpepeHLMpPOBKY OKpalLleHHbIX XpPOMOCOM MO
ONVHeE.

Kaxxgas xpomocoma Habopa yenoBeka npwu
anddepeHunanbLHON OKpacKe XxapaKkTepusyeTcs
YHUKaNbHbIM Of151 Hee coYeTaHuemM TeMHO
OKpalleHHbIX CerMeHTOB UJIN NOJI0C, «O3HAOBY,
yepenyroLWMUXCcH ¢ HeEOKpaleHHbIMU y4YacTKaMu
UM CBETNbIMU CerMeHTaMu.



Cxemarndeckoe n3o0paxkeHue XxpoMocoM pu G-
OKpAIlIMBAHUHU B COOTBETCTBUHU C MEXKTYHAPOIHOMN
KJIaCCU(DUKaAIIUEH
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Takoe cneundunyeckoe ans gaHHOMU
XPOMOCOMbI COYETAHUE CETMEHTOB NO3BONAET
YETKO ee NOeHTNMULUNPOBaTb U OTNNYNUTL OT
Opyrux Xxpomocom Habopa.

B npegenax kopotkoro (p) v AnnHHoOro (q)
nrieda Kaxxaom XpoMoCOMbI BbiAENAOT psa
4YeTKO naeHTMdnunpyembix odnacren,
KOTOpble HYMEPYIOTCA apabckumu umdopamu oT
LLleHTpPOMepPbI (Cen) K TeNOMEPHOMY y4acCTKy
(tel) unn TepmmnHansHoMmy (ter) KoHUY
XPOMOCOMBbI



Kaxgasi obnacTtb BKIHOYaET onpeaeneHHoe
4YMUCIO CErMEHTOB, 0O0O3Ha4YeHune
XPOMOCOMHOro cermeHTa 2934 o3HavaeTr
cnenywoulee:

2 — Xpomocoma 2,

g — OJIMHHOE NIeyo,
3 — PErvoH,

4 — CerMeHr.



«MexayHapoaHas CUCTEMA
HOMEHKJIATYPHI MU TOICHETUKH

JCJA0BCKA — HCUCPUYCHHOCTD

BbICOKOI'0 pa3pelieHus1 Uiu
«ISCN 1981».

= cybceameHmM:I.
= ecnu cermeHT 1p31 noapasgensaercs Ha

= 3 pasHbIX cybcermeHTa, TO OHU
obo3HavatoTca kak 1p31.1, 1p31.2, 1p31.3




OCHOBHBIEC OJTOKM HH(OPMAILUH B
3aIIMCU XPOMOCOM

1.00LWee yncno
2. rnepeyeHb NosoBbIX XC
3.BnokK YyncnoBbIX aHOManun

47 ,XX+21
4. CTPYKTYpHble HapyLLIEeHUs

46,XY,del(5p)(15) «owaubero kpuka

SP-KOPOTKOE MNieYvyo St XpOMOCOMbI
(15): 1-pernoH 5-cerMeHT BHYTPM permoHa



broku uH@popmauum e popmyne
KapuoTtuna

Oblwee umucno xpomocom
TTepeuucneHue nonoebix xpomocom
Brnoku yucnoesix aHomanuA
(kaxpaa aHomanua - cso 610K)

Bnioku CTpYyKTYpHbLIX aHOManuin (kaxaas
aHomanua - ceou 6noK)

[ . ]- pasaensetr Tonbko 6n0Ku
UHPOpMaLUUm

[ ; ] - otaenseT uHgpoOpMmaumuio o
pPa3siIUYHLIX XpPOMOCOMAX B MpeAenax oaHoro
6n0ka

[ . ] - otaenseT o6o3Ha4eHUe cybcermeHTa

[ : ] - 0603HaYAeT TOUYKU pa3pLIBOB WU
coeAUHeHUiIA B pasBEpHYTOU (pOpMyne

46,XX, del(8)(q24.11-q24.13)




T ——
= CTPYKTYpHbIE NepecTponKu

Xpomocom. Bnabl abeppauun.
MexaHn3mMbl BO3HUKOHOBEHMUS.
[Tfpumepbl 3anNUcu KapunoTuna.



XPOMOCOMHbIE Mymauuu (nepecmpouku,
abeppauuu) — 3TO MyTaummn, CBA3aHHbIE C
N3MEHEHNEM CTPYKTYPbl XPOMOCOM.

Pa3pbIBbI B OQHON XpPOMOCOME
(BHYMPUXPOMOCOMHbIE NMeEPECMPOUKU)

pa3pbiBbl B pa3HbIX XPOMOCOMaX
(MEeXXXPOMOCOMHbIE rnepecmpouKu).



C6CZJZCZHCMp06aHHbl€ u H€C6CZJZCZHCM]?O€CZHHZ)Z€

Mpy c6anaHCcUpOBaHHbIX NepecTpPoOUuKax
HeT n3bbITKa U HegocTaTka XPOMOCOMHOIO
Martepuana, OHM HE NMPUBOOAT K pasBUTUIO
3aborieBaHnsA y HOCUTENS.

HecbanaHcnpoBaHHble MyTaLun
XapaKkTepuayrTca NoTepen nnu
nobaBrneHnemM reHeTn4eckom nHpopmauun, u
ABMAIOTCS NPUYNHOWN 3aD00neBaHus.



Cb6anaHcuposaHHbIe CMPYKMYypPHbIe
nepecmpoukKu:

VHeepcuu
PeuuripokHsie TpaHcrnokauyuu

VHcepuyuu



e UHBepcum (inv) — NOBOPOT y4acTKa
XPOMOCOMbI B €€ e npegenax Ha 180
rpagycos,

\_{E,"at
S '
.
—-
i

napaueHTpuyeckme (BHyTpUniedeBskle,
Npn 3TOM MEHSETCA PUCYHOK
cerMeHTusauun)
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nepuueHTpruyeckme (Mexnnedyessble, C ;
yyacTnem LieHTpoMepbl) | ﬁfyghared



5 Tepuuentpryeckas mlaepcm& (A B ¢ . G

TapaueHTpHYeCKaA HHBEPCHA

)

[lepuueHTpunyeckne co3garoT 3aTpyaHEHNS
npoLecca KOHbraunym roMmonIormyHbIX
XPOMOCOM B MeWno3e

Yy HOCUTENEU MHBEPCUN NMPOUCXOOAT YacTble
HapyLleHna obpa3oBaHNs NOMOBLIX KMNETOK;



46, XX, inv(8)(p21 q 11.2).




TpancxopposanHas
Xpomocoma 20 xpomocoma 20

46,XY,1(13;14)
=

'(j
TpascaoLmp oBaHHAA

A Xpomocoma 4

B
Xpomocoma 4

e TPaHCNOKauuun — nepecTponka aByx XpOMOCOM C
NepeHOCOM y4YacTka OgHOM XPOMOCOMbI Ha OPYryto.
rnpocmele, B pesynbrate ABYX pa3pbiBOB Ha ABYX pPa3HbIX XpOMOCOMaX,
KOMII/IEKCHbIE, C y4acTneM 3ex n bornee XxpoMoCOM C YNCITOM
pa3pbIBOB 4 1 boree.

peuunpokHbie mpaHcsiokayuu (t) — npoucxoauT
B3aUMHbIX OOMeH ABYX HErOMOJIOrMYHbIX XPOMOCOM;



PO0EPTCOHOBCKME TPAHCJIOKALUU

Ocobbin B1A peLUnpPpOKHbIX TpaHCoKaLum
CnuaHne gByx akpoLEHTPUYECKNX XPOMOCOM
Pa3pbiBbl TOKanmMayoTcst B 0bnactu LLeHTpoMep

—— = [INHHbIE NNeYn XPoOMOCOM CrnMBatoTcs, a
KOPOTKNEe TepSATCS.



Po6epTCcOHOBCKas
TpaHCcoKkaLuus
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KOPOTKME NneYvn akpoLueHTPUYeCcKux
Xpomocom cogepxart reHbl pPHK, nx noteps
HMKaK He NpoABNAaeTCS

[TosaTOMY pobepTCOHOBCKAsA TpaHCoKauus
PYHKUMOHArbHO SABNSIETCS
cbanaHcupoBaHHOM Yy HocUTena (0o Menosa)

B kapuoTtune 4Yncrno Xxpomocom
yMeHbluaeTcs Ao 495.
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pelMIIPOKHAS TPAHCIOKAIUS

£(9:22)(q34:ql1)

[TepBON XpOMOCOMHOMN abeppaumnen,
OobOHapy>XEHHON B OMNyXOJIEBbIX KNEeTKax

yenoBseka, bbina ounagenbgpunckKas

XPOMOCOMaA, xapakTepHas
ONnsa XpOHUYECKOro MMUENonemnkosa

[TlosaBneHne donnagenbdUNCcKon XpOMOCOMbI -
pe3ynsraT peumnpoKHON TpaHcnoKkaumm
Mexay OnuH nnedamu 9-m n 22-m XpomMocom



M3meHeHHan xpoMmocoma 9

OtpeneHue
HopmanbHasn yuacTKa WU3meHeHHan
Xpomocoma 9 XPOMOCOMbI XPOMOCOMa 22
(Ounapens-
HopmanbHas duinckan
Xpomocoma 22 g XPOMOCOMa)
Ll ll - g ber-abl
= Ob6pazoeasLuminca

(. reH bcr-abl
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dunagensduitckas
XpoMocoMa

Xpomocoma 22

-— ['eq ABL1

XpomMocoma 9



UHCepuuA

* BcTaBKa MHTEPCTULMANBHOTO pparmeHTa
OAHOUN XPOMOCOMBI B TOYKY PaspbiBa,
PACMNONOXKEHHYIO B APYron XpoMocome

Beraska (MHcepums)

] -

Xpomocoma 20
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r—gy

0N et Wy e mE—y b

Xpomocoma 4



H€C6GJ'IOHCMpOBGHHbIeUCTPYKTyprle

nepecTpouKku

Aeneuus (UHTepcTULMAnbHASA,

KOHUeBas) - del

Aynnukaumsa - dup

nsoxpomocoma- |

KOJbLieBas XpOMOCOMA - I

AnLeHTpUYeckas xpomocoma - dic

nUs3oauLeHTpuYeckas xpomocoma - idic

HepeLMNpPOKHbLIE TPaHCNOKaUUM
AepueatHaa xpomocoma - der



e aeneuuu (del) — yTpata 4acTn XpOMOCOMHOIO
marepuana

46,XY,del(5p)(15)

TEPMUHATIbHAsA
Aeneunst — noTeps
ANCTalJibHOIo y4acCTtKa
OENETHPVE MBI & =
A

¥HACTOK ZPOMOCONEI

UHTepCcTULnanbHas
aeneums — ytparta
BHYTPEHHEro cermeHTa
XPOMOCOMBb



46,XX,dup(5)(p15)

e aAynnukauum (dup) —
yOBOEHME y4acTKa
XPOMOCOMBI,

ecnv ygBavBaeMblU Yy4aCTOK Y
pacnonaraetcs

nocrneanoBaTesibHO, TO Takas

Oynnmkauna HasblBaeTcs

TaHOEMHOW;

L

Lynnukauus



® HepeLuUnpoKHble
(HecbanaHcupoBaHHbIE) TPAHCNOKaUUN —

Y4aCTOK XPOMOCOMbl U3MEHSIET CBOE
NOSIOXXEHNE NN BKITIOYAETCA B APYryro
XpomMocomy 6e3 B3aMMHOIro oomMeHa;

A B CDE F GH IMNwQCDE FGH

T Peunnpoxnad TpaHcnoKaums

Vv

A B C D E F C H HepeumnpoxHasa TpaHcnoKammus ADE FB CGH
T (Tpascriosumus) - ( -~ o




= © uzoxpomocoma (i) —
= XPOMOCOMa C ABYMA UOEHTUYHBIMU NieYamu,

= BO3HUKaET BCNeacTBMe aHoOMarnbHOro AeneHus
XPOMOCOMbI B 06rnacTtu LLEHTPOMEPLI C
nocrnegyroLlen gynnmkaumen marepmana
KOPOTKOro nnu OsMHHOrO rnreya,

BO3HUKAET N30XPOMOCOMaAa
MO KOPOTKOMY WUJIN
ANMMHHOMY TIeyy.
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46,X,i(Xq)
46,X,(Xp) — c ABYMSI KOPOTKUMM Nriedamu




® AULIEHTPUYeCKas T i
xpomocoma (dic) — BosHukaeT , “—eC__eC"
nyTem BOCCOEOVHEHUS ABYX CNEEDE

NOBPEXOEHHbBIX XPOMOCOM,
HECYLMX LIeHTPOMEpPHbIe %
PaNOHbI, C 0bpa3oBaHMNEM

O4HOW XPOMOCOMbI C ABYMS

LleHTpoOMepaMU; m m



nsoauLUeHTpuyeckas xpomocoma (idic) —
N30XpOMOCOMa C ABYyMSA Orn3KOo
PACMNONOXEHHBbIMU LLIEHTPOMEPHbLIMU
panoHamu;



JluieaTpuueckag X




= e KonbueBasi XpoMmocoma (r) —
= BO3HUWKaET npu ytpare obounx TeJ'IOMeEHbIX

y4aCcTKOB O4HON XPOMOCOMbI C
nocrneayrouwmm BoccCoeanHeHNEM OTKPbITbIX
KOHLIOB;




Homep : 9219K. :
Dd.M.0O. : CeBeprorv
TTos : >KE€H.
MaTepuall - KOPpOOUEeHT

KapHaOTHIL

(313

pa CeeTjiaHa BraranuMuUupoOBHA

Homep reH. KapTel -

JlaTa pOXKIACHMA : 20.12.74
JlaTa zabopa : 0.11.04
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e AepuBaTHbIe U NPON3BOAHbLIE
XpoMocoMmbl (der) — XpoMOCOMbI, BO3HUKLLNE
B pe3yribtate NepecTpoek, 3atparmearoLLmx
OBe n boriee XpoOMOCOMbI UMK B pesynbraTe
MHOXXECTBEHHbIX NePecTPOeK BHYTPU O4HOU
XPOMOCOMBbI.

46,XY,der(14,;21)(q10;910) OayHa
45,XY,der(13;14) [lNartay



45,XX,der(13;14)(q10;q10)
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HopMalibHBIN KapHUOTHUII




CHp JlaynHa

47 ,XX+21
47 XX+21 [/ 46,XX mo3anuym3m
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HepeuumpokHas TpaHCIOKaIUsA

— 46,XY, der(14;21)(q10;q10),+21
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DaBapjca

47,XX+18
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47 XX+13
46,XX,der(13:13)(q10:910)
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46,XY,del(5p)(15)
Kapuotun npu c. «kpuka kowku»
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CHO XvpluxopHa —Bonbda
46,XX,del(4p)

[leneumnsa KopoTKoro nrieda 4 XpoMoCOMb!



Cup lllepemeBckoro-Tepuepa

45,X0

46,X,1(Xq)
46,X,del(Xq)
Mo3auku 45X/46, XX
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Cano AHrenpmMmana

46, XX (15)(911.2-g13)
[eneuuns yyacTtka 1511 XxpoMOCOMBbI OT MaTepwu

[€HOMHbIV UMMNPUHTUHT — n3bupaTernbHas
aKcrnpeccus reHoB nNMbo maTepuHcKom nmobo
OTLIOBCKOU XPOMOCOMbI.

[ eH, BbI3biBaOLWLMN AHrernbMaHa,
aKcnpeccupyeTcda ¢ MaTepPUHCKOU



Cup IIpanepa-Bunan

46,XX,(15)(q11-q13)
[eneuuna yyacTtka 1501 XxpomMocoMbl OT OTUA

nu npn yHMnapeHTanbLHOU QUCOMUN

MaTepuHckoro Tuna (15aa xpomocoma oTua
OTCYTCTBYET)



CHao bekButa —-BuaemaHa

[lIncommnsa 4acTm KopoTKoro nneyva 11ou
XPOMOCOMBbI

MUKpOOYNnKaums

46,XX,(11)(p15.5)



IlaHrepa —'vagnoHa

Mukpoaeneuus annHHOro nredya gomu
XPOMOCOMBbI

46 XX, del(8)(q24.1-g24.13)



Prador \Will Angelman (Geor Smith-Maaenis



