[eHOMHbIE B




e [eHOMHbIe MyTauum - MyTaLumn, KOTOpble NPUBOAAT K
nobaBreHnto nNMbo yTpaTe 0gHON, HECKONbKMNX
XPOMOCOM U NOMHOro ransiongHoro Habopa
XPOMOCOM.

e [eHOMHbIe MyTaUuuu:
- nonunnonausa ;
- aHeynnoungua (reteponnongns)



* [Monunnounausa — KpaTHoe (2arn/iouoOHoOMy- n) yBeriudeHue Yyncna
XPOMOCOM - ob6pa3oBaHMe OpraHU3MOB UJTU KNETOK, FreHOM
KOTOpPbIX NpeAcTaBrieH 6ornee Yem ABYMSA -3n, 4n, 6n U T. A.
HabopamMu XpoOMOCOM).

 Hopma:
1n — rannounausa (ana nonoBbIX KNETOK)
2n — gunnonausa (oNa coMmaTtU4eCKUX KNEToK)

e [lonunnoudus:
2n+ 1n - TpUNnnonans
2n+2n — TeTpannongma n T.4.

Annononunnounpg - UMeTCA Habopbl XPOMOCOM, NMOSYy4YEHHbIE NpU
rmépuamsaunm ot pasHbIX BUAOB.

AyTononunnoup - yBennyeHme ymucra HabopoB XpoOMOCOM COOCTBEHHOIO
reHOMa, KpaTHOoE n.
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MpumepsbI nonunnousg
0JHaKO U3BeCTHbI Ka
TpunnonaHble 3apos,
TpuUnnonaHble HOB
MX XXU3HU NPU 3TOM
HeCcKONnbKUX AHen) n
TpUNIoOUZHbLIE MO



OCHOBHBbIe
KJIMHU4YecKue
NnposBJsie HUSA
TpUunJiongmm

He60NbLUOI BEC
LUUPOKNIA 3aHNiA
POAHUYOK C
HeAopa3BNTbIMN
3aTbI/IOYHBIMUN U
TEMEHHbIMY
KOCTAMU Yepena
pacliennHa Heba
cuHgaktuang 3 m 4

HosopoXXaeHHbIe ¢ KapuoTmunamm
nanbuesB PyK 69,XXX (BepxHun pag) n 69,XXY (HWKHWUA pan)

nopo KN ce p.qu'a Ncrounnk: Schinzel A, Catalogue of unbalanced chromosome aberrations
in man: Second revised and expanded edition. - Walter de Gruyter: Berlin
- New York. 2001. - 966 p.



MexaHn3Mbl (hOPMUPOBaAHUA TPUNJIOUAUN

» gucnepmHoe onnogoTsoperune 50-65%

» cnUsHWe gUnnouAaHoli u rannougHoii ramet 20-35%

» 3HAOPENNKALNS O4HOM0 U3 POAUTENLCKNX TEHOMOB B
AUNAONAHON 3UroTe

M)



MexaHu3Mbl hopMUpPOBaHUSA TeTpanionguu

* HapyleHue UMTOKUHESA Npu ApobneHnn 6nacToMepos
* CNUSHWE ABYX AUNNOWAHBIX rameT

* ONNOAOTBOPEHMUS ANLEKNETKN TPEMSA rans1onaHbIMu1
cnepmarosoungamu




UYUCTLIN BapuaHT Terpaniongum
y nayueHTa B Bo3pacrte 26 mecsuyes
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XPOMOCOM, He KPaTHOe rannouaHom

2n+/-k,roe k He paBHO n. /7
2n + 1- TPUCOMUSA '
2n + 2 - TeTpacoMms

2n — 1- MOHOCOMMUSA
2n — 2 - Hynmcomus

AHeynnouann BO3HNKAaKT Npu HapyLU
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Tunel NPpHUHKPENNeHHUA XpoMoCcoM

NPABUJILHOE NPUKPENJIEHWE

BbuopueHTuposanHoe

Kaxnabin KuHeToxop
NPUKpenneH K pasHomy nontocy

HENPABWILHOE NPUKPENJIEHUE

CuHTenunyeckoe

0O6a kuHeToxopa
NPUKpPenneHsl K OAHOMY NOAIOCY

Meporenuyeckoe

OauH KMHETOXOop
NPUKpPEenNeH K ABYyM NONKCaM




13 BCcex BapnaHTOB aHeynJIouan BCTpevarTcs
TOJbKO:

— TPUCOMUMU MO ayTOCOMaAM,

— MONIMCOMKIK MO NOJSIOBbIM XPOMOCOMaM (Tpu-,
TeTpa- h NeHTaCoMun),

— 13 MOHOCOMMWUN - TOJIbKO MOHOCOMMUSA X.



e CuHpgpom [layHa — TpncomMmusi no 21-u XpomMocome (21-9 xpoMmocoma
npencrasneHa TpemMs Konnuamm).

« Kapwnotun: 47,XX,+21
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MpumMepHOe KONUYecTBO reHOB B XPOMOCOMAX YenoBeka

?

Total number of gene loci

869
566
490
348
435

419
324
326
307
579
476
158
277
263
344
530
137
599
215
119
228
537

oém\:o\m&wn-a

odteds bt abdoad
CX N NB I @I dNIW NSO

* YeM MeHbLUe reHOB B XpOMOCOME, TEM
BEPOATHEE, YTO Nnoj ¢ aHeynnovanen
OOXMBET 4O POXAEHUS.

+ AbcontoTHoe 60NbLUNHCTBO nornbaeT Ha

paHHUX CpoKax 6epeMeHHOCTH.
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e CunHppom lMaTay - Tpucomusa 13 (47, XX, +13)
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LiMToreHeTu4YEeCKNe BapuaHTbl:
g fltlpeny 1 - aucomms — 47, XXY
CONEHOANOCYY | - TPUCOMUS — 48, XXXY

B . - TeTpacomms — 49, XXXXY




AHeynnonaun rno nonoBbIM
XpOMOCOMaM He NMpuBoAsT K
TSKENbIM HapPYLLEHNAM pa3BUTUS
bnarogapst cnocobHocTn X
XPOMOCOMbI 0Opa3oBbIBaTb

Tenbue bappa






Mo3auuusm

° MyTtauus B Menose faeT HaPYLWIEHVE p1.620knemodHbIil op2aHu3Mm, e

BO BCEX KreTkax noToMka cmpyKkmype Komopozo

(reHepaTMBHasA MyTauus). npucymcmeyrom 2eHemu4ecku

pa3HopOoOHbIe Nonynsyuu KJemox,

npou3owedwue u3 obwel 3u2omsil,
Ha3bleaemcsi Mo3auk.

 MyTauusa B MuTO3€ faeT HapyLleHue > >@ >@

TOJSIbKO B NOTOMCTBE AaHHOW KIETKMU

(comaTuyeckasa myTauums). »@
W




Mo3aunuunsm

. normal karyotype
‘ abnormal karyotype
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I'Iepwo.q BO3HUMKHOBEHUS NMOCT3NTOTUYECKOM MyTauunUnN BJIINACT Ha
pacnpenesieHne MyTaHTHbIX KJNMeTOK B OpraHu3me.

A.

MyTauumn, Bo3HMKaloLWKue BO BpeMsl NepBoro
MUTO3a, NPUBOANAT K NOPaXXeHUIo NPUMeEpPHO
NOSIOBUHbI KIETOK.

B.

MyTauun, Bo3HMKalOLWMe Ao onpeneneHus
neBo-NpaBo BUCLiepanbLHOM acCUMMETpPUMN,
MOryT 3aTparnBaTb 06€e CTOPOHbI
nHaMBMAyyma.

C.

MyTauumn, Bo3HMKaloLwme nocrie
anddepeHunaum npaBou n neBoun
NOFIOBUH OpPraHu3ma, MoryT ObITb
orpaHuy4eHbl TONLKO OAHON CTOPOHON
nHaAuBUAyyMma.



I'Iepwo.q BO3HUMKHOBEHUS NMOCT3NTOTUYECKOM MyTauunUnN BJIINACT Ha
pacnpenesieHne MyTaHTHbIX KJNMeTOK B OpraHu3me.

v D.

MyTauunun, Bo3HMKaroLime nocrne
anddepeHUNPOBKU NePBUYHbIX
NorioBbIX KIEeTOK, byayT
OTCYyTCTBOBaTb B COMaTU4€CKUX

TKaHsAX.
/ NPUMOPANAnsHbIe
- MonekynsipHble uccrneaoBaHus Ans
A BbIsIBIIEHVUA TaKOro roHagHoro
/\ 7 \ (,"
y @\ MO3auuUu3Ma AOMKHbI BKNOYaTh
g | HenocpeacTBEHHOE UlyyeHue

i 3apoAblilleBbIX KJ1eTOK




Meproa BO3HUKHOBEHUS NOCT3UTOTUYECKON MyTaLMu
BNUSIET Ha pacnpeaenieHne MyTaHTHbIX KNeToK B
opraHusme.

 Ecnun mosanumsm BcTpeyaeTcs TOSNIbLKO B Nonynsauun
KNeToK 3apoAabllueBon NMHUU, UHAUBUAYYM He byaer
UMeTb (peHOTUNN4YeCKnX NnposaBreHun, HO ero
NOTOMKM yHacneayrT AaHHbIN NPU3HaK.

 Ecnun mosanumsm BcTpeyvaeTcs TOSIbLKO B Nonynsuum
COMaTUYECKUX KIEeTOK, (heHOTUNn4Yecknm adhpekr
OyaeT 3aBUCETb OT pa3mMmepa nonynauum mo3anyHbIX
KIIeTOK U CPOKOB BO3HMKHOBEHUS MyTaLUM.
Takoun npu3Hak He OyaeT nepeAaH NOTOMCTBY.



dPeHOTUNNYECKMNE NPOSABNEHNUA MO3aUYHbIX
MyTauun.




PeHOTUNNYECKHME Pa3NTUUAL.

PeHOoTUN Npn NOSTHON N MO3anvYHou cpopme cuHapoma
HayHa.
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Otpenexune KneTtouHas
NenKounToB KynbTypa y KynbTueuposaxue
(LeHTpudyrMpoBaHme) -'A_,.-;'- m ; : l
' [o6aenexune cTUMynNsATopa 72
MuTo3a — ®rA vaca
KpoBb (dpuToremarrMiOTUHNHA)
NoGaeneHune
KONXuuuHa

|

JdenexHne NMMAOUUTOB TOPMO3UTCA
Ha cTagun meTadasbl



[JobaeneHne rurnoToHU4YeCKoro
pactBopa KClI

Pukcayus KneTok
(cnmpT-yKCYyCHas kucnoTa)

npu packanbiBaHun oT
yAapa o CTeKno
XPOMOCOMBI
pasneTalTcA B CTOPOHbI
— obpasyeTtca

PackanbiBaHue MeTadasHaa nnacTuHka

Muxpocxonuqecxoe
ncenegoeaHue

3aTteM npenapat PUKCUPYIOT U OKpaLLMBaOT



° PyTI/IHHaFI OKpacka, nogsunacb B 50-X rogax
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pynna Yucno Homep Pazmep ®opma
nap
A 3 123 KpynHble | 1, 3 — mMeTaueHTpuyeckue, 2 — cybmeTaleHTpuyeckne
B 2 4,5 KpynHble | CybmeTaueHTpuueckue
C 7 ?57,8,9,10,11, CpegHue | CybmeTaLeHTpuyeckue
D 3 13, 14, 15 Cpearite AKpOLIEHTpUYECKIME, CNYTHUYHbIE (BTOPUYHAA NEPETAKKA B KOPOTKOM
nneye)
E 3 16, 17, 18 Menkue | CybmeTaueHTpuyeckue
F 2 19, 20 Menkue | MeTaueHTpUyeckue
c 5 21,22 M AKpPOLIEHTPUYECKME, CNYTHUYHbIE (BTOPUYHAA NEPETAKKA B KOPOTKOM

nneye)




[lpakTnyeckoe 3agaHune N 1.




Pabouan TeTpaab K nabopartopHoii pabote N 5.
Tema. AHanu3 KapuoTMna.

Lenb: M3y4nTe THNbI XROMOCOMEHKIX MYTALMEA.
3apaHuA nAa CaMoCTOATeNbHOW BHeayAMTOPHOW paboThbl CTY@HTOB Mo Teme.

1. O3HaKOMMTBLCA C TEOPETHYECKUM MATEPUANOM MO TEME 3aHATHUA € UCNONb30BAHUEM
KOHCMEKTOB NEKUMH MK Y4eGHOM MTEpaTypbl.

2. 3an0NHWTb TEPMHHONOTMYECKUH CNOBapb:
Xpomocoma

Kapuotun

WHE
MyTaumm

TEHOMHBIE MYyTayUM

BARMARIOURRRAIS

MapkepHan
Xpomocoma

FISH




3. PacnpegeneHwe XpOMOCOM KapWOTHNA Y€N0BEKa MO fpynnam B COOTBETCTBMM C

OeHBepcKal Knaccuduraymen.
3anonHnTL TabNKuLy.
rpynna Yucno Homep Mop()mrmeami'-l THN Xpomocom
nap

A
B
[
D




4. CraHpapTHOE UMTOreHeTHYecKoe uccnegosaHme (MetadasHblii aHanus).
Ha cxeme yKa3aTo OCHOBHbBIE 3Tanbl KYAbTUBMPOBAHUA NMMOOLMTOB NepudepUyecKon
KPOEW NpK CTaHA3PTHOM KaRHOTMIMRaBaHAN.
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5. MonekynapHo-uutoreHeTmueckoe uccnegosauue. FISH-mertoa.
Ha cxeme yKa3aTb OCHOBHbIE 3Tank! PEaKLMKM GAOOPECUEHTHOM in situ ruBpuansaumu (FISH).
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6. OnpeaenuTb TUN reHOMHbIX MYTaUMH.
3n

4n

(2n-2)

(2n-1)

(2n+1)

(2n+2)




. a

MeTtadpasHblv aHarsl



bnaHk 1.
HopmanbHbIM KApUOTUN YenoBeKa




bnaHk «MeTadhasbi»



Pe3ynbrar UMTOreHeTHYECKoro HccneoBaHua

1 2 3 4 5 6
7 8 9 10 11 12
13 14 15 16 17 18
19 20 21 22 23
Pesynbrart
KapuoTtun:
BoifnBneHHble HARYIUEHUA:
JAKNVYEHNE:




12 14 15 16 17 18
AAA AA "
b4 2 XX

o 47, XX, +21
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CuHpapom Lepewesckoro-TepHepa, 45 / X0
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Cungpom KnanHgenstepa, 47 / XXY
VoY 9
W OnKY i 4
A A% AR K% AX &K By

t\wh Adﬂ asa xwx AN AA

17 18

AR AR Aa aa xxb

19 20 21 22 X XY







MpakTuyeckoe 3agaHue N
HomeHknatypa abeppay,



p - KOPOTKOE MMeYo cen

- LeHTpomMepa
XPOMOCOMBI
q - ANIMHHOE nneYvo chr - Xpomocoma
XPOMOCOMBI
(+) - yBENnnyeHne AnviHbl nneva dn BHOBb BO3HMKLIAA XpPOMOCOMHast
aHomanus (de novo)
(-) - YMEHbLUEeHWE ANUHbI Nnrieva dic - ONLEHTPUK
i - n3oxpomocoma fra - TIOMKMI y4acCTOK (pparunbHbIn)
r - KOrbLieBas xpomocomMa mar - MapKkepHas xpomocoma
del - pgeneums mos - MO3auK
dup - gynnukaums s - CNYTHUK
ins - HCepLuus (BCcTaBka) stk - CNYTHUYHAA HUTb
inv - HBEpcu4 tel - Teriomepa
(p+g-) nnn - nepuLeHTpuyeckas h - KOHCTUTYLMOHANbHbIN reTepoXpoMaTuH
(p-q+) NHBepCUS
t - TpaHcnokaums gter - KOHeL, ANMHHOrOo nneva
rcpt - peunnpokHas add [OOMNOSTHUTESNbHbIN MaTepuan
TpaHcrokaums HEN3BECTHOIO NPOUCXOXA-A
robt Po6epTtcoHoBckast pat - OTLOBCKOE MPOonCXOXOeHne
TpaHcrokauns
pter - KOHEL, KOPOTKOro nneya mat - MaTepUHCKOe MPOUCXOXOEeHUe
ter TEPMUHaMNbHbIN NN KOHLIEBOW X MHOXECTBEHHbIE KONMUW NEPECTPOEHHbIX
y4acTokK

XPOMOCOM

- pa3pbIB 1 CoeanHEHWE - pa3pbIB (6€3 coeanHeHus)




" 222 ‘2 v 2
12 12 1
12 n2 .

[1Tneyn (p-KopoTKoe nnevo, g —AJfIMHHOE
nre4yo) gensaT Ha panoHbl (beHabl) u
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Chromosome 13 diagrams, ISCN 2009 - © Nicole Chia

Paspewarwwan
CNOCOOHOCTb
andcdepeHunanbHomn
OKpacCKu (KOnn4ecTBO
nosnoc (6aHAoB)) 3aBUCUT
OT CTENneHn KoHaeHcaummn
XpOMaTUHA — YeM MEeHbLue
KOHOEeHcauus, Tem
GonbLlie nonoc
BU3yann3npyeTcs.
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Hymepauusa 6eHpoB
BefeTcs oT
LeHTpoMepbl
(noka3aHo
cTpernkamm).
KopoTkoe nne4o
BBEpX OT
LeHTpoMepbl,
ONUHHOE — BHU3.



del (deletion) — oeneumns

Hanpumep:

- 46,XX,del (5p) — XeHLWMHa 46 XpomMOcoMamMu, C p,ene we
KOPOTKOro nneya XpoMoCOMbI 5 /

- 46,XX,del(14)(q23) — XeHLnHa ¢ 46 XpoMocomMaMu, Aeneunen
cermMeHTa 23 ASIMHHOrOo nsieya 14 XpoMoCOMbl



dup (duplication) - Aynnukauug

Hanpumep:

- 46,XY,dup(11)(ql2) — my>X4MHa c 46 XpoMocomMamu, C
aynnukauuen cermeHTa gl2 xpomocombl 11

- 46,XY,dup(14)(q22g25) — My>X4nHa C 46 XpomMocoMamu, C
aynnukauuen annHHOro nneya 14 XpoMoCcoMmel,
BKITHOMatoLLEen ¢ 22 No 25 CErMeHThI.

inv_(Inversion) - UHBEPCUHA

Hanpumep:

- 46,XY,inv(10)(pl3ql2) — my>XcKoW KapnoTumn,
nepuueHTpuyeckad nHeepcums 10 XpoMOCOMbI C TOMKaMM
pa3pbiBa p13 u ql2




t (translocation) - TpaHcokaLug

rcp (reciprocal translocation) — peunnpokHasa TpaHcnokauua

Hanpumep:

-46,XX, t(2;4)(921;921) — >xeHLUMHA C PELUNPOKHON TpaHCnokauuen,
BKMoYaroLen anmHHoe nneyo XpoMocoMbl 2, Ha4MHas C CerMeHTa
2921,  4NIMHHOE NNievYo XpoMOCOMbI 4, Ha4YUHasaA € cermeHTa 4921.

rob (Robertsonian translocation) — PoObepTCcoOHOBCKasa TpaHcnokawms
Harnpumep:

- 45,XX,rob (14921q) — XeHLmMHa co coanaHCUpPOBaHHOW

po6epTCOHOBCKO|/| TpaHCcnoKauueun 4rMHHbIX nrey XpomMocom 14 n
21, unn 46,XX,-14,



i UNK iso (Isochromosome) - U3OXPOMOCOMa

Hanpumep:

- 46,X,i(Xq) — >KeHCE<I/II7I KapuoTun, ogHa U3 XpoMocoM X npeacrasrieHa
N30XPOMOCOMOW MO ASIMHHOMY Mnriedy

r (ring chromosome) — KonbLeBasa XpoMocomMa

Hanpumep:
- 46,XX, r(16) — >eHLnHa C KOSibLLEBOMN XPOMOCOMOW 16
- 46,XX,r(7)(p22936)

* Female with 46 chromosomes with a 7 chromosome ring. The end of the short arm
(p22) has fused to the end of the long arm (q36) forming a circle or 'ring

fra - TIOMKUU cauT
Hanpumep: 46, XX, (fra-X)




AHeynnounaumn a
e nonHas Tpucomvm/MOHocomml( (oy
[Npumep:

xpomocome (CI/IHLI,pOM [MaTay); |
- 47, XX, +21 — XeHCeWn KapuoTun ¢ 47 Xy
Xpomocowme (cuHgpom [layHa)

e MoO3an4Haga chopma
[pumep: 50% 46,XX: 25%47, XXX :25°



PaGousa TeTpage k nabopaTtoproi pabote N 4.
3. PanpEgEncHME XPOMOCOM K3PHOTHNA YENOBEKA MO TPYNNAM S COOTBETCTEMM C

Tema. Ananus kapuoTuna. DEHESPCEOM KNBCOHGUERLIAEH.

. 3anoSHnTE TR0 MY
Lenn: MoyuiTe THNG! LELIR R0 HRRL MATUS -
Toyna e BT oo 'R
3a48HHMR ZNR COMOCTORATENLHON BHEAYZMTOPHOMN paboThl CTYAenTOS No Teme. - b
1. O3MBKOMHTECR C TEOPETWNECKHM MATEDHANOM NO TEME IAHETHA € HCNOABSOBEHMEM -
KOHCNEKTOR NEKLIHI HAM YUECHON AHTEPATYPE.
2. 3aN0AMHTS TEPMMHMONOTHYECHMN CHOBRPL: <
Aponocoms
— ©
Kagnorer [3
7
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o
e
4. CTOMOAPTHOS YHTOTEHETMNECKOE HOCAEZ0BAHME [METOGASHDIN HAAMS).
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5. MONeKynRPHO-HTOTEHETHUECKOE HCCAE JoBaMME. FISH-METOS.
HE CreME yHasaTE DCHOBHBIE STENN PEBNLINM GINERATIELTHRN,in Sity NaSpHanssunm [FISH)
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6. ONPEACAHTD THR TEMOMMBIX MYTBLMN.
In

PadoTa 7., ONMPESEnHTE THA XPOMOCOMMBI MYTEUMM, 3T ONPESENEHMR.
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Palora 8.

1). USYSMTD COBPEMENHYI0 HOMEHENATYDY XPOMOCOMHEIX MYTBLMIL

2). MCNONESYR HOMENKNBTY Py XPOMOCOMMBIN MYTSLMH PACLWOPOBAT JANKMCh KAPHOTHNE:
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