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Cnmanig 2 u3 17

Ilenv pabomeo:

OUeHUMb CMAOUIbHOCMb KAPUOMUNA IMOPUOHATbHBIX
cmeonoswvix kaemok (ICK) uenoseka 6 npouecce
KYJIbMUBUPOBAHUA U ONPEOCTUMb XAPAKMePUCMUKU; no
komopvim ICK c eviaeneHHbIMU XPOMOCOMHBIMU
nepecmpouKamu Omiuuaromca Om KjiemokK UcXxo0OHbIX
JIUHUUL.



Cmaiig 3 us 17

3aoauu:

1) nposecmu uyumozenemuueckuii ananu3 IMOPUOHATILHBIX CHLE0I06bIX K/ICHOK
(3CK) uenosexa uemwipéx aunun —MESMO01, hESMO02, hESM03 u hESMO04 — ¢
npouecce Kyibmueupo8anusi;

2) npoeecmu MOﬂeKleﬂpuo-uumozeuemultecmu? aHau3 cocmaea u op2anusauyuu
6bIABG/ICHHBIX NEPECMPOEHHBLX XPOMOCOM,

3) nonyuums u oxapaxkmepuszosams oughpepenyuposannvie karemku uz ICK c
HOPMAbHBIM Kapuomunom, a makxyce uz ICK, necyuiux evisieneHmble
AHOMANbHBLE XPOMOCOMBL;

4) nposecmu cpagnumenvhslii ananus xapaxkmepucmuxk ICK ucxoonvix TuHUI
hESMO1-04 u 3CK, necywux anomaibHble Xpomocomol;

5) pazpabomamev memoo 00HOBpPEMEHHOI 6U3YaIU3AUUU U UOCHMUDUKauuU
XPOMOCOMHBIX MEPPUMOPUIL NEPECMPOCHHOU XPOMOCOMbBL U €€ HOPMAbHOZ0
20M01102a 8 mpéXmepHom npocmpancmee unmepghaznozo aopa ICK, necyuiux
8bl6/1CHHbIE AHOMATIbHBLE XPOMOCOMbL;

6)nposecmu oueHKy 61UAHUA XPOMOCOMHBIX NEPECMPOCK HA NOTIOHCEHUE XPOMOCOM 8
unmepgaznvix aopax ICK, necyuiux evisgieHnble AHOMATbHBIE XPOMOCOMDBL.



N Crnaiin 4 u3 17
Oouwuit 6u0 KooHuu

hESMO01 @Duopodbracmonododnsle
' e npPou3600HbIE KI1ENOK

hESMO1

Pe3ynomameot
UMMYHOOKPAUIUGAHUS
oughpepenyuposanmnvix
KJIeMOK ¢ ROMOW{bI0 anmumen|
npomue CDO105 (), nposii- *
2uopoxcunasvl (6); I‘
a0pa oxkpautenvt DAP| — -
CUHUU Ugem. )




Cyonunus hESMO01r18. Cyonunusa hESMO03der9.
46, XX, r(18) 46, XX, del(4),der(9)

Hmmynooxkpawueanue Kiemok hESMOLrL8.
Ha ¢pomozpagpusax «a» u «o»
npeocmaeieHnvl hpazmenmuol Ko10HUIL.

a— , A0pU
okpawenvt DAP| — cunuii yeem;

a O 46— OCT4 - 3enénntii cucnan.




Cnaig 6 us 17

Peomusauuﬂ xpomocomol 18
8 KJlemKax c%]mnuu ESMO01rl38

FISH menomepnoi I%mukpoduccekuuouuoﬁ
JIHK npoowvt ¢ xpomocomamu JIHK npoowt der(18) ¢ xpomocomamu
kaemok cyonunuu ESMO1rl8 KJ1emoK cyéﬁf%{ hESMO01r18
il
der(18) . -
‘ 1 -
- , .

der(18)




Cmatig 7 u3 17

Peopzanuzauus xpomocomwt 18
¢ kjaemkax cyoaunuu ESMO1rl8

FISH mukpoouccexkuuonnoit IHK npoowt der(18) ¢ memaghaznvimu
XPOMOCOMAMU TUMPOUUMOB 63POC020 Ue106€KA C HOPMATIbHBIM KAPUOMUNOM

18(p11.31¢21.2)



- T Craiin 8 u3 17

mwauuﬂ xpomocomot 18

8 Kl1lemKax c%ftuuuu hESMO01r18

FISH muxpoouccekuuonnoit IHK npoowt der(18) cxpomocomamu
Kaemok cyonunuu hESMOL1r18

r(18)(::p11.31—qg21.2::921.2—p11.31::)



Peopzanuzauus xpomocomot 4
¢ knemkax cyoaunuu hESMO03der9

FISH mukpoouccexuuonnoit komounuposannoi
JIHK npoowt del(4)

a - c xpomocomamu Kaemok cyonunuu hESMO03der9;
0 - ¢ Xxpomocomamu JAUMPOUUMOE 300P08020 OOHOPA

(ppazmenm naacmunku). -
a ¢

Y

10 del(4)

4 del(4)(g25931.1)
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Peopzanuzayus xpomocomut 9
6 knemkax cyoiunuu hESMO03der9

Cxema mukpoouccekuuu nopmaivnoi xpomocomwl 9 u der(9) ona nonyuenusn
xpomocomocneuugpuunvix npoo6 WCP9 u WCPder(9),.a maxace

pationocneyugpuunvix npoo PCPder(9)-p, PCPder(9)-1, PCPder(9)-2 u
uenmpomepnoii npoovt PCPC

PCPder(9)-p

WCPder(9)

i] PCPder(9)-2

:| PCPder(9)-1




Cmatig 11 uz 17

Peopzanuzayus xpomocomst 9 6 knemxax cyonunuu NESMO03der9

FISH xpomocomocneuugpuunoi \WCPder(9) (kpacuwviit ueem) u
npuuyenmpomepuoii PCPIC (orcénmutit ueem) mukpoouccekuuoHHbIX
JIHK npoo c xpomocomamu kaemox cyonunuu hESMO03der9.

J PCPder(9)-p

WCPder(9)
} PCPder(9)-1 &
PCPder(9)-2 — ~ .
VAL B
P ’{9 »
y
- .
+ éh
, L 3

dup(9)(q12q33)



Buzyanuzauusa u uoenmughukauus Xpomocomusvix meppumopuil xpomocomot 18 u eé oepueama

FISH ¢ xpomocomamu xknemox

cyoaunuu hESMO01r18
, NDU2OMOGNIEHHOI Ha Da3e

KJ1OHUPOBAHHO20 (hpazmenma
JAHK u3 pauona oeneuuu.

Y

r(18)

18

Coeémecmnasn 3D FISH Mapkupyrouei
HOPMAIbHBLIE20M0102 Xpomocombl 18, u
xpomocomocneuyughuunoii npoost \WCP18,
OKpauwiuearouiell XpomocomHuvle meppumopuu
xpomocomel 18 u eé oepusama. Aopa oxkpauienni

DAPI — cunuit usem.

Aal: Ly
ey Ty

L ¢

OnTtuueckue cpe3bl ABYX sziep (Tpu MPOESKIINH).




1] péxm%ﬂpemﬂcmpykuuﬂ XPOMOCOMHBIX Meppumopul
xpomocomm\rLLS 6 si0pax kremox hESMO01rl18

Coemecmnasn 3D FISH
MapKupyrowien HoOpmaabHovlit 20M0102
xpomocomul 18, u
Xpomocomocneuyuhpuunou npoosl
WCP18, okpawusarwwer
XPOMOCOMHbBIE MEPPUMOPUN
xpomocomul 18 u eé oepusama. sopa
okpauienvt DAP| — cunuii yeem.

Cepun ONTUYECKUX CPE30B.




Jokanuzauus Xpomocommuvix meppumopuii Xpomocom
18 u r(18) 6 knemkax cyboaunuu NESMO01r18

MATb pa3nUyYHbIX BAPUAHTOB PacnonoXeHus
XPOMOCOMHOW TEPPUTOPUMN B AApe

1. XpoMocoMHasi TEpPHTOPHH JIEKHT B NepHpepHIeCKOH
o01acTH s1pa ¢ TPEX CTOPOH.

2. XpoMOcOMHas TEPPHTOPHH JIEJKHT B NepHpepHIeCKOH
001acTH sA1apa ¢ IByX CTOPOH.

3. XpoMOcOMHas TEPPHTOPHS KacaeTcs AAPHIIKA H
JIeXKHT B TepHdepHIecKoH 00IacTH Aapa.

4. XpoMocOMHAas TePPHTOPHSA KacaeTcs sSApPHIIIKa.

5. XpoMocoMHas TEPPHTOPHS KacaeTcs ABYX SAPBIIIEK.

3enéHbim uBeToM 0603Ha4YeHbl XPOMOCOMHbIE TEPPUTOPUN
KpacHbim uBeToM 0603Ha4eHb! SAPbLILLKK

nokanusauus 1 2 3 4 5
XPOMOCOMHas TEPPUTOPUS
xpoMmocoma 18 (HopmaabHBIH TOMOJIOT) 10 19 56 2 3
xpomocoma (18) (konpLieBol AepHBar) 16 35 34 5 0




3D pexoncmpykuua xpomocomul 9 u eé oepusama
8 npocmpancmee unmepghaznozo sopa kaemxu cyonunuu NESMO03der9

3D FISH xpomocomocneyugpuunoin \WCPder(9) (3enénsirit ueéem) u
npuuyernmpomeprou PCPIC (kpacuwiit ueem) JHK npoo6 ¢ aopamu ESMO03der9.




Comatig 16 u3 17

Buvieoowvi

1) Ilomyuensl e cyonuanu ICK, OTATOMEHABIC XPOMOCOMHBIMHU
epecTpPoikaMu, B TO K€ BpEeMsl ITOKAa3aHO, YTO MPU IPOBEICHUHN PETYISIPHOTO
MOHUTOPHHIA COCTOSIHUS KapUOTHUIIa BO3MOYKHO MTPOBEICHUE JTUTEIBHOTO
KynbTuBUpOBaHus KieToKk hESMO01-04, He conmpoBOXKIar0IEeCs. TOTATbHOM
JecTabuaIn3anued KapuoTHIIa.

2) JleTanpHO OXapaKTepHU30BaHBI BHISBICHHBIC aHOMAJIbHBIC XPOMOCOMBL,
ABJISABIIUECS IPOU3BOAHBIMU XPOMOCOM 4, 9 1 18, ¢ moMo1IpI0 TIOIYHEHHOTO
KOMILIEKTa MUKPOJIMCCEKIIMOHHBIX TIPOO.

3) IlokazaHo, 4TO, HECMOTPSI HA COXpPAaHEHUE «MAPKEPOB ILTIOPUIIOTCHTHO CTHY,
criocooHocTr K auddepennupoBke DCK, OTATOMIEHHBIX BBISIBICHHBIMH
XPOMOCOMHBIMU aHOMAJIUSIMU, CHUKEHBI 10 CPABHEHMIO C KJIETKaMHU HUCXOMHBIX

muan hESMO1-04.



Cmatig 17 u3 17

Buvieoowi

4) Pa3zpaboTaH METOA OJJTHOBPEMEHHOM BH3yaln3aliuy U UICHTU(DUKALIIN
XPOMOCOMHBIX TEPPUTOPHUIA XpOMOCOMBI 18 1 €€ JiepuBara B KJIETKaX
hESMOI1r18, xpomocomel 9 u e€ nepuBarta B kieTkax hESMO03der9.

5) Ha nmpumepe XpoMOCOMHBIX TEPPUTOPUNA XPOMOCOM 118 U €€ HOPMaIIbHOTO
rOMOJIOTa MTOKa3aHo, YTO XPOMOCOMHAs IEPECTPOMKA COMPOBOKIAIIACH
M3MEHEHUEM JIOKAJIM3AIMU NEPECTPOCHHON XPOMOCOMBI 110 CPABHEHUIO €
JOKJIM3AIMEN €€ HOPMAIBHOTO TOMOJIOTa OTHOCUTEIBHO NMEPUPEPUICCKON
o0JlacTu sijipa u siapeinek. Ha npuMepe aHoMaliny XpoMOCOMBI 9 B KIETKaX:
hESMO03der9 n ux quddepeHnnpoBaHHBIX TPOU3BOAHBIX OKA3aHO, UTO
NYTUIMIUPOBAHHBIN PAVOH, COACPIKAIUM MMOCIEA0BATEIbHOCTH, TOMOJIOTUYHBIE
MPULICHTPOMEPHBIM MMOBTOPAM, JIOKAJIU3YETCS MPEANOYTUTEBHO B
nepudeprudecKor 00JIaCTH Sapa, TAKKE KaK U MPUICHTPOMEPHBIE pAlOHBI
XpoMOCcoM 9 u e€ nepuBara.



Cnacuoo 3a enumanue!



