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AKTyanbHoCTb. KonbLieBas XxpoMOcoma 3 — peikas XPOMOCOMHAsA aHOMASNA, XapakTepusytoLanca BblpaXeHHoN BaprabenbHo-
CTbio GEHOTUNNYECKNX OTKITIOHEHUIA. Hanbonee xapakTepHbIMU NMPOABNEHVAMI NPUCYTCTBYA B KAPUOTUME KOMbLIEBOW XPOMOCOMBbI
3 ABNAOTCA Npe- U MOCTHaTasIbHaA 3aflepXKa POCTa, 3afeprkka MCMXOMOTOPHOMO Pa3BUTUA, MUKpoLepanua 1 Apyrre aHomanunm
pa3sutuA. KonbLesasa CTPYKTYpa MOXKET NPUBOAUTDL K HAPYLLIEHWIO HOPMAJIbHOMO PACXOXKAEHNA XPOMOCOM NPY KIETOYHOM AeNeHnn
U BbI3bIBAET MUTOTUYECKYIO HECTabMbHOCTb, MPVYBOAALLYIO K AVHAMWYECKOMY Mo3anumn3my. B faHHOM coobLieHnn npeactaBneH
Cllyyail MUTOTUYECKON HECTaBbUNbHOCTY KOMbLIEBOW XPOMOCOMBI 3 'y pebeHKa C MHOXKECTBEHHbIMM MOPOKaMMW 1 aHOMaNMAMN Pa3Bu-
TVA, AEMOHCTPUPYIOLMIA BAVAHME BTOPUYHOTO XPOMOCOMHOTO AncbanaHca Ha CTeneHb BbIPaXXeHHOCTU GeHOTUNNYECKMX aHOMANVIA.
Llenb: ccnefoBaHvie MUTOTMYECKON HECTAaBUNBHOCTU KOMbLIEBO XPOMOCOMBI 3.

Mertogapi: FISH c IHK-30HAamu Ha xpomocomy 3.

Pesynbrathbl. [1py cTaHAAPTHOM LIUTOreHeTMYeCKOM UccnefoBaHMM onpefeneH Kapuotnn 46,XX,r(3)(p26q29). MNpwn FISH-aHann3e
06Hapy»KeHO Hannume HECKONbKMX KITOHOB KIIETOK, COepKaLUyX PasfiMuHble BapMaHTbl aHOMasbHbIX MO CTPYKTYPe MPOU3BOAHBIX
KONbLeBOM XPOMOCOMbI 3.

BbiBogAbl. MprcyTCTBYE KONBLEBBIX XPOMOCOM B FeHOME ABMAETCA MPUYNHON MUTOTUYECKOW HECTabUNbHOCTM, YTO MPUBOAUT K
$OpMMPOBaHMNIO COMATMUECKOTO AUHAMMYECKOro Mo3anumnama. ComaTnyeckmnii AUHaMMYeCKnin Mo3anumsm, BCeAcTBUe KOTOPOro
06pa3yloTcaA KITOHbI KNETOK C Pa3fNUYHbIM XPOMOCOMHbIM ANCHanaHCoM, BHOCUT CyLLECTBEHHDBIN BKag B pOpMMpPOBaHMe aHOMarb-
Horo ¢peHoTuMa.
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Ring chromosome 3 instability at mitosis
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Ring chromosome 3 is a rare chromosomal abnormality with a highly variable phenotype principally characterized by pre- and post-
natal growth retardation, developmental delay, mild to severe intellectual disability, microcephaly and mild dysmorphic features.
The presence of a ring chromosome causes mitotic instability and often results in dynamic mosaicism with cells showing chromo-
somal or segmental aneuploidies and leading to various phenotypic consequences. We present a case of mitotic instability of ring
chromosome 3 in a child with multiple malformations and developmental abnormalities.

Aim: The investigation of ring chromosome 3 instability at mitosis.

Methods: FISH with DNA probe on chromosome 3.

Results: The karyotype of a child - 46,XX,r(3)(p26q29). FISH analysis revealed a mosaic clones derived from ring chromosome 3.
Conclusions: The ring chromosomes are unstable at mitosis and lead to the formation of somatic dynamic mosaicism. Mitotic insta-
bility of ring chromosome 3 demonstrates the influence of secondary genetic imbalance on severity of symptoms in our patient.
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BBepeHune

KoHctuTyimmoHanpHbIe KOJIBIEBEIE XpoMOCcOoMEBI (KX)
— uupkyaspHsie moJiekyabl JJHK, koTtoprie siBisitoTcs
KpaliHe peIKOoMi XpOMOCOMHOM aHOMAJINEN Y BCTPEYAIOTCS
B cpeaHeM ¢ yactoToit 1:50 000 HoBopoxXIeHHBIX. B moga-
BJISIIOIIEM OOJIBLIMHCTBE ciaydaeB (99%) KojblLeBbIE XPO-
MOCOMBI BO3HUKAIOT CIIOpagndecK. B KkapuoTure Kojib-
LeBbIC XPOMOCOMBI MOTYT IIPUCYTCTBOBATH JIMOO 3aMeIast
OIMH U3 HOPMAJIbHBIX TOMOJIOroB — 46,(r), 1100 B BUIe
CBEPXUYUCIICHHON XpOMOCOMEI — 47,+(1).

CreneHp KIMHUIYECKUX TTPOSIBIICHMH y HocuTeaeit KX
BapbHpyeTCs OT MIPAKTHUECCKHA HOPMAIBHOTO (PEHOTHIIA 10
TSDKEJION 3aePKKH IICMXOMOTOPHOTO 1 (PM3UIECKOTO pa3-
BuTHuA. OIcaHbl YHUBEepCaJbHbIC (DEHOTHITUYECKIE TIPO-
apireHnsa KX, Takne Kak 3KCTpeMabHasI 3alepXKKa po-
CTa, OTCYTCTBHE ITOPOKOB Pa3BUTHSI, MUHOPHBIC aHOMa-
JINY Pa3BUTUSI U JIeTKasl/CpeaHsIsa CTeTIeHb YMCTBEHHOM
OTCTAJIOCTH, YTO ITO3BOJISICT BBIICIUTD «CUHIPOM KOJb-
LEeBOIT XPOMOCOMBI» B CAMOCTOSITEIbHBIN XPOMOCOMHBIN
cuHapoM [1,2].

Monekyna JHK sykapuoT npencrapiieHa TUHEHHOMN
CTPYKTYPOU C IBYMSI CECTPMHCKHMMU XPOMAaTUIAMU, KO-
TOPBIE CUMMETPUYHO CETPETUPYIOT IIPU ACICHUH KICTKH.
JIto0Ble M3MEHEHUS TOIIOJIOTUH XPOMOCOM, B TOM YHCJIE
(bopMmpoOBaHUE KOIBIIEBOI CTPYKTYPHI, MOTYT IIPUBOIUTD
K MUTOTHUYECKOI HeCTaOMJIBHOCTH BCJICICTBIE HAPYIICHHUSI
HOPMAaJIBHOTO PAaCXOXICHUS TAKMX XPOMOCOM ITPH KaXKIOM
MOCT3UTOTUIECKOM MUTOTUIECKOM KJICTOUHOM ICICHUM.
Hammame cecTprmHCKHIX XpOMaTHIHBIX OOMEHOB B KOJIbIIE-
BOI XpOMOCOME MPUBOAUT K (POPMUPOBAHNIO BTOPUIHBIX
XPOMOCOMHBIX TIEPECTPOEK B BUJE TULIEHTPUYECKUX U pa-
30pBaHHBIX (OTKPBITHIX) KOJEIl, yBETNICHUIO KOTMIECTBA
KOJIBIIEBBIX XPOMOCOM B OITHOM 1 TOM K€ KIIETKE, a TAKXKe
OTIEIbHBIX XPOMOCOMHBIX (bparMeHTOB. CIIeICTBHUEM Ta-
KO MUTOTUYECKOM HECTAOMIBPHOCTH SBJISICTCS YaCTHY-
Hasl WIX MOJHAasi aHeYIUIOMAUS (TPUCOMMS WJIM MOHOCO-
MWUSI) TI0 COOTBETCTBYIOIIEH N3HAYAIBLHO KOJIBILIEBOI XPO-
MOCOME — TaK Ha3bIBaeMBI TMHAMWYECKII MO3aUIIN3M.
DTOT IMPOIIECC MOXET MPUBOAUTH JTUOO K THOCIN Jo4Yep-
HUX KJIETOK, JIN0O K UX BBIKMBAHHUIO B MO3aWYHOM CTaTy-
ce, 9TO MOXKET OKa3bIBaTh HEITOCPEICTBEHHOE BIUSHIE Ha
CTETIeHb BBIPAXKCHHOCTH aHOMAaINi (peHOTHUTIA.

Konpuesast xpomocoma 3 — r(3) BcTpedaeTcs cpe-
IN KOJIBLIEBBIX XpOMOCcOM penko. C MOMeHTa oITrca-
Hust Mukerjee D. n Burdette W. mepBoro ciaydast KOJib-
IEBOM XpOMOCOMBI 3 y TTallMeHTa CO MHOXECTBEHHBIMU
BPOXIEHHBIMU aHOMaIusIMU B 1966 r. u3BeCTHO He 6O-
nee yeM o 13 manmenTax ¢ r(3) [3]. KnmuHanyeckass MaHU-
(ecranuss cmHIpOMa OYEeHDb TeTepOreHHa, IIPU 3TOM Ce-
pbe3HbIe neeKThl BHYTPEHHNX OPraHOB HE XapaKTepHBI.
HaunbGomee 9acTo y malmeHTOB ¢ KOJBIIEBOM XPOMOCO-

MoOIi 3 HaOJIIOJAIOTCST 3aIePXKKa pOCTa U TICUXOMOTOPHO-
rO pa3BUTHSI, MUKpoOLieanusi, TUICBbIE aHOMAIIUH, Ta-
KUe KaK TpeyrojbHas (hopMa Juiia, aHTUMOHTOJIOMIHBIIA
paspes mia3, 3MUKaHT, HOC C IIMPOKOM TePeHOCHIICH U
YTOJNIIEHHBIM KOHYUKOM, IUTMHHBIA DUILTP, OMyIIEeH-
HBIE YTOJIKH Ty0, MUKPO/PETPOTHATHUS, AUCTUIACTUIHBIE
yirn, KpoMe Toro, y Takux MalMeHTOB OTMEUYarOTCs
TUMOTOHUSI, TYrOYXOCTh, aHOMAaJIWUMW MajibLieB PYK
(KJIMHOOAKTHITHS, OpaXUIaKTUIIHS ), TIITHA LIBETa «KOGE C
MOJIOKOM» 1 rurioctanus [4-6]. B taHHOM COOOIIIEHUY MBI
MPEICTABIIsIEM CIydail MOJIEKYISIPHO-IIUTOT€HETUIECKOM
JIMAarHOCTUKU KOJIbLIEBOM XpOMOCOMEI 3 y pebeHKa ¢ Ka-
puotumoM 46,XX,r(3)(p26q29), IeMOHCTPUPYIOIIHIA MU~
TOTHYECKYIO HECTAOUIbHOCTD KOJIbIIEBOM XPOMOCOMBI 3,
MPUBOISIIYIO K TOBOJBHO TSKEJTBIM (PeHOTUITHYECKUM
MPOSIBIICHUSIM.

MeTtopgbli

[eBouka B Bo3pacTte 3-X Mecs1IeB HalpaBjieHa Ha UC-
cJleloBaHUE KapUOTHITA TI0 ITOBOY HAJTMYUST MHOKECTBEH -
HBIX TIOPOKOB Y aHOMAaJIMI pa3BUTHUS: aTPe3UU TOHKOI
KUIIKY, TTPU3HAKOB TICEBIOKUCTHI TTPAaBOTO COCYIVCTOTO
CIUIETEHUST M apaxHOMIAIBHOW KHUCTHI IIPY HEMPOCOHOTpa-
(bnu roTOBHOTO MO3ra, HE3PEJIOCTU M aHTUOTIATUH CeTYaT-
K. OOBEKTUBHO: TOJIOBY NEPXKUT TIJIOXO, TMCTOHMS, 11 -
poKasi HOCOBasl TIeperopojKa, yrjibl pTa OMyIleHbl BHU3,
MuKpoluedanusi (OKpYKHOCTb I'OJIOBBI 35 CM — MEHbIIIE
3 meplLeHTWIs1 Ha Bo3pacT; Ha Bec — 3—10 mepueHTuIb),
BBICTYIAIOIIE JIOOHBIE OYTphl, 0OPATHBIM SIMMKAHT, TOH-
Kast HYDKHSIS Ty0a, JUTMHHBINA (UIIBTP, MUKPOPETPOTHATHS,
HU3KO TTOCaXXeHHBIE YIITU, TBYXCTOPOHHSISI KIIMHOMAKTH -
JIUSI MM3WHIIEB, «CaHAaJIeBUIHbBIE» eI Ha Horax. [1pu
CTaHIAPTHOM ITUTOT€HETUYECKOM UCCIIEOBAaHUM OIpe-
nmeneH KapuoTtut 46,XX,r(3)(p26q29).

MonekyasapHO-IIMTOTeHETUIECKYIO TUAarHOCTUKY Ha
npenaparax U3 KyJbTypbl TUM(OLMTOB nepudepude-
ckoil kpoBu npoBoaunau merogom FISH c ncnonb3oBa-
HUEM MHOTOLIBETHBIX TEXHOJIOTHI (MHOTOIIBETHBII O3H-
auHTr XxpoMocoMmbl 3 — mBAND 3, XCyte3, MetaSystems,
Germany), jJokyc-creuuduuynbix JJHK-30H10B Ha cy0-
TeJloMepHbIe pailoHbl KOpoTKoro (ID3S4558) u nauHHOTO
(D3S4168) ey XpoOMOCOMBI 3, MEYEHBIX Pa3TUYHBIMU
dnyopoxpomamu (Sub-Telomere 3pter; Sub-Telomere 3qter
Kreatech, Hunepnanasl), IHK-30H1a Ha HeHTpOMEPHBIt
parion xpomocomsbl 3 (D3Z1) (SE 3, Kreatech, Hunep-
JIaHZIBl), 30Ha Ha TeJJoMepHbIe MoBTOpHI (Telomere PNA
FISH Kit/FITC, Dako, CIIIA) o npoToKoJjiaMm (hbupM-
npousBoauTeneit. JleHaTypaluio U rTHOpUAU3ALIMIO ITPO-
BOIWJIY C MCITOJIb30BAaHUEM TMOPUIU3AIIMOHHON CUCTEMBI
«ThermoBrite» (StatSpin, CIIIA) o npoTtokojam ¢up-
MBI-TIPOM3BOAUTENS. AHAJIM3 TTIPOBOAMIN Ha 3MUDIYO-
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peclieHTHOM MuKpockore «Axiolmager M.1» (Carl Zeiss,
I'epmaHus) ¢ COOTBETCTBYIOIIUM HaOOpPOM CBETOMDUIIb-
TPOB 1 MCIIOJIb30BAaHMEM KOMIThIOTEPHOI IPOTPaMMbI 00-
paboTku 1rbpoBbIx n30bpaxkeHuii «Isis» (MetaSystems,
I'epmanus).

PesynbTat n o6cyKaeHue

I1pu cTaHAaPTHOM LUTOTEHETUYECKOM MCCIICIOBAHUN
y peGeHKa CO MHOXKECTBEHHBIMU TTOPOKAMU U aHOMATTUSIMU
Pa3BUTHSI OOHAPYKEHO MPUCYTCTBHE B KAPUOTUIIE KOJb-
11eBoit XxpoMocoMbI 3 — 46,XX,1(3)(p26q29).

MonekyasspHO-IUTOreHETUYECKOE UCCIeA0BaHeE C
cyorenoMmepHbiMu JIHK-30H1aMu Ha KOPOTKOE U IJTMHHOE
TJIEYO XPOMOCOMBI 3, a TAaKXKe TTaHTeJIOMEPHBIMU 30HAaAMU
MO3BOJIUJI0 YCTAHOBUTH, YTO Ha KOJIbLIEBOI XpOMOCOME OT-
CYTCTBYET CyOTEJIOMEPHBIN palioH KOPOTKOTO Ijieya, Ipu-
CYTCTBYIOT CyOTEIOMEPHBIN U TEJIOMEPHBIIA pailOHbI JTUH-
HOTO IlJIeva, T.e. Ha q-TIJIeue TouKa pa3pbiBa JJOKaJIU30Ba-
Ha B 00JIACTU TeJIOMEPHBIX TOBTOPOB (puc. 1).

Taxkum ob6pa3oM, Mo pe3yabTaTaM CTaHIapTHOTIO LIUTO-
TEHETUYECKOTO 1 MOJIEKY/ISIPHO-LIUTOTEHETUUECKOTO UC-
cJiefoBaHUSI YCTAHOBJIEHO, YTO B 1(3) UMeeT MeCTO TOJIb-
KO TepMMHaJIbHAS JeJIelUs] KOPOTKOTO Tijieya.

Puic. 1. Pe3ynbtat rubpugmnsauum ¢ AHK-3o0Haamm Ha cyb6TeniomepHble palioHbl XpoMocoMbl 3 (A) 1 TenomepHble noBTops! (B).

A

b B

Puc. 2. MeTadasHble NNacTVHKK: A - C KONbLIEBOWM XpOMOcomoli 3; Bb- ¢ aBOWHbIM KonbLoM — double r(3), B - aBymA KonbLEeBbIMU XpOMOCOMamMK 3 —

r(3),+r(3).

42



MEOVUWNHCKAA TEHETUKA. 2019. N°9

B mutepatype nmerotcs cBeieHusI 0 42 mateHTax ¢ de novo
nvcTaabHOM neneuueit 3p [7]. Hekotopbie (peHOTHUTIMYECKE
TPU3HAKHU, XapaKTepHbIE I 3TOM XPOMOCOMHOI aHOMAaJIUH,
a IMeHHO MUKpoliedaltus, IMMpOoKast IiepeHOCHIIa, MUKPOTHA-
TUS, JJTMHHBIN (QUIBTP, ONYIIEHHBIE YTOJIKY Iy0, MUCTUIACTAY-
HBIE YIIIW, KTMHONAKTIIVSI, IMEIOTCST y TIpOoOaHIa.

OnHako, IPUCYTCTBHE B KAPUOTUIIE KOJIBIIEBOI XpO-
MOCOMBI 3 C TEPMUHAJBHOM TOYKOI pa3pbiBa Ha KOPOT-
KOM TuIede He ITO3BOJISUTO OOBSICHUTD HAJTMIUE OPYTHX, J10-
BOJIBHO TSDKEJTBIX, (PeHOTUITMIECKMX TTPOSIBJICHUI Y O0JTh-
HOTO pebeHKa, TaKnX KaK IMTOPOKU ¥ aHOMAaJIMW Pa3BUTHS
KUIIIEYHWKA, TJ1a3 ¥ TOJIOBHOTO MO3ra.

ITpu aHanM3e MHOTOLIBETHOTO O9HAMHTA XPOMOCOMBI
3 u rubpuauzanuu ¢ AHK-30H10M Ha 1LIEHTpOMEPHBI
paiiloH XpOMOCOMBI 3, a TaKXKe PEBU3MU KapuoTuma Obl-
JIO 0OHapy>keHO HECKOJIbKO KJIOHOB KJIETOK, COAEPXKAIIMX
pa3JiMYHble BapUWaHThl aHOMAJIbHBIX MO CTPYKType
MMPOU3BOIHBIX KOJIBIIEBOI XPOMOCOMHEI 3 (puc. 2—4).

Takum o0pa3oM, y malMeHTa BbISIBICH TMHAMUYECKUI
MO3auIIM3M C HATMYKEM B KapuOTHUIIE, TOMUMO MaxXop-
HOTO KJIOHA KJIETOK ¢ 1(3), KJIOHOB KJIETOK C MOHOCOMUE
O XpoMocoMe 3 U ¢ MPaKTUYECKU TTOJTHON TPUCOMMUEH 1O
xpoMocoMe 3 (Hamuuue ABYX 1(3), OTKPHITOM 1 Hepa3oM-
KkHyTOM 1(3) B ogHOM KieTke). YacTtoTa pa3IMYHBIX KO-

Puic. 3. MHOrowuBeTHbIN 63HAUHT XpOMOCOMbI 3: A — KonbLieBasi Xpomocoma 3; b — aBoliHan KonbLieBas Xpomocoma 3; B - konbLeBas xpomocoMa 3 1 pa-

30MKHYTas KoJibLieBaA XpomMocoma 3.

Puc. 4. Pesynbtathl FISH ¢ JHK-30HA0OM Ha LileHTpOMEepHbI paiioH XPOMOCOMbI 3:

A - nBOIHOE KOJbLO, COAepKallee ABa LIeHTPOMEPHbIX paioHa XpoMocoMbl 3; b — iBoHOe KonbLo (MHBepTUpoBaHHOe DAPI nzobparkeHue).
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Tabnuya

AnHammnyecknin Mo3anuusm BcreacTBme MUTOTUYECKON HecTabunbHocTh r(3)

1(3)

r(3) oTcyTCTBYET

Bropuunbie nepectpoiiku 1(3) (aBoviHOE
KOJIBLIO, 1BA KOJIbIIA B OMHOM KJIETKE,
JIOTIOJTHUTEJILHOE PA30PBAHHOE KOJIBLIO)

Bcero KJ1€ToK ¢ BTOpUYHBIMU
XPOMOCOMHBIMU aHOMAJIUAMU

KonnuectBo nHTepdasHbIX siaep/ 86

MeTada3HbIX IJIATHHOK - adc. (%) | (86 %) 4 (4%)

10(10%) 14 (14%)

HOB BCJICICTBHE TMHAMUYECKOTO Mo3aniiu3Ma r(3) mpem-
CTaBJicHA B Ta0JHMIIe.

Kax BUgHO U3 TIpeacTaBIeHHBIX B TAOJMIIEC TaHHBIX,
CyMMapHas 4acTOTa KJIETOK C BTOPUIHBIMU XPOMOCOMHBI-
MM aHOMAJIUSIMU cocTaBuia 14%, 4To MO3BOJISIET CUUTATh
YPOBEHb HeCTaOWIBHOCTH 1((3) y alieHTa BEICOKMM [ 1,8].

IIpucyrctBue KX B reHOMe sIBJIsSIeTCSI IPUUMHOKN MU -
TOTUYECKOW HECTAOMIBLHOCTH, YTO IIPUBOIUT K (hOPMHU-
POBaHUIO COMAaTHUYECKOTO TMHAMUYECKOTO MO3anII3Ma.
B oTnmume OT MHTAKTHBIX JIMHEITHBIX XPOMOCOM CyIb0a
KX B KJIeTOYHOM IIMKJIE 3aBUCUT OT CECTPUHCKMX XpOMa-
tuaHbix ooMeHoB (CXO) Bo Bpems S-dazbl muTtoza. Kak
MPaBUJIO, MOXKET MPOoKUCXoauTh 5-6 CXO Ha KJIETOYHBIN
muki [9]. Ecniu CXO He nipoucxonst, KX ocraeTcst uH-
TaKTHOM, cerperupyeT B aHadase CUMMETPUIHO U TIPO-
XOIUT Yepe3 KICTOIHBIN IIUKJI, COXPaHSsIsl CBOIO MOP(hO-
soruio. YetHoe konmuectBo CXO npuBenet K popMupo-
BaHMIO CLIETUIEHHBIX Kosell. HeyeTHoe konmmuectso CXO
OyneT cnoco6CTBOBAaTh TpaHC(hOPMAIIUM ABYX Mapajliesib-
HBIX XpPOMATHUI B OMHY IIPOTSIKEHHYIO KOJIBIIEBYIO CTPYK-
TypY, COCTOSIILYIO U3 OPUTMHAJILHOM KOJIBLEBOU XPOMOCO-
MBI IBOMHOTO pa3Mepa. Takue mMpon3BOIHBIC KOIBIIEBBIX
XPOMOCOM SIBJISTIOTCSI HECTaOMIbHBIMU CTpyKTypamu. [1pu
IBIDKEHUM TOMOJIOTMYHBIX LIEHTPOMEP K ITPOTUBOITOIOX-
HBIM KJIETOYHBIM TTOJIIOCAM B 3TUX aHOMAaJIbHBIX XPOMO-
coMax opMUpPYIOTCs aHada3HbIe MOCTBI, KOTOPHIE MO/~
BepraroTcs pa3pbIiBaM, 4TO IIPUBOIUT, B CBOIO 04Yepeab, K
00pa30BaHUIO JOUYESPHUX KIIETOK KaK C Pa3INIHBIMU BTO-
PUYHBIMHU CTPYKTYPHBIMHM XPOMOCOMHBIMH TI€PECTPOIi-
KaMmu B Bue nuiieHTpudecknx KX, 1Byx miam Tpex MOHO-
LHEHTPUYECKUX WK auneHTpudeckux KX B omHOI KieT-
K€, OTKPBITBIX KOJIEIl, XPOMOCOMHBIX (pparMeHTOB, TaK U
KJIETOK ¢ MOHOCOMMEN MO COOTBETCTBYIOLIEN XpOMOCO-
Me. B 6oabIIMHCTBE ciiydyaeB B KJIeTKaX ¢ MOHOCOMUEH
WJIN CTPYKTYPHBIMU XPOMOCOMHBIMU abeppalvsiMu TIpO-
HMCXOIUT OCTAaHOBKA KJIETOYHOTO LIMKJIAa U aronTo3 [10].
OnpHaKo OBUIO TMTOKAa3aHO, UYTO TTOMYJISILMS adeppaHTHBIX

KJIETOK MOXET pa3MHOXAaTbCsl U BIKUBATh in Vivo, TIpU-
BOIS K (DOPMHUPOBAHMIO TMHAMUYECKOTO MO3anIM3Ma U,
KaK cJIefICTBYE, K PEHOTUIMMYECKOI BaprabeTbHOCTH Y Ma-
nueHToB ¢ KX [11].

Takum o6pa3om, HaJlMuMe BTOPUUHBIX XPOMOCOM-
HBIX aHOMAJIUI ¢ BOBJIEUEHUEM XPOMOCOMEI 3 B BUJIE MO-
3aMYHOU CeTMEHTHOM WJIU TIOJIHOM TPUCOMUK,/ MOHOCO-
MUM TO3BOJISIET OOBSICHUTL (POPMUPOBAHUE JOCTATOYHO
TSKEBIX KIMHUYECKUX M (DEHOTUTIMYECKUX TTPOSIBIICHUIA
y HalllEW TTAllMeHTKH.

3aknioueHve

Tomnoorust XxpOMOCOM UrpaeT BaxKHYIO pOJib B KJIETOY-
HoM umkie. Perumukanusg JJTHK HOpMalbHBIX TUHEWHBIX
XpPOMOCOM TIPUBOAUT K 00pa30BaHUIO ABYX CECTPUHCKHUX
XpoMaTul, OpPUMEHTUPOBAHHBIX B MapajuieJbHON KOH(pU-
rypauuu, 4To MO3BOJISIET UM CUMMETPUYHO CErperupo-
BaThb NMpu MeTadasHo-aHada3zHoM mepexoae. OgHAKO U3-
MEHEHUE TOIOJOTMU U3 JUHEMHOU B KOJBILEBYIO MOXET
CYLIECTBEHHBIM 00pa30M HaApYIIUTh TaKyl0 MOCJen0Ba-
TEJIbHOCTb COOBITUI, MPUBOAS K CTPYKTYPHOU HECTaOMIIb-
HOCTHU KOJIbLIEBOM XpOMOCOMBI U (POPMUPOBAHMIO TUHA-
MUYECKOro MO3aui3Ma.

JlaHHBIN ciydail HarIsiAHO JEMOHCTPUPYET YHUBEP-
CaJIbHOCTh KOMIUJIEKCHOTO MOAX0/Aa B IMAarHOCTUKE U U3Y-
YEeHUU MEXaHU3MOB (DOPMUPOBAHMST KOJIBLIEBBIX XPOMOCOM.
ITokazaHo, 4TO (hOPMUPOBAHKE KOJIBLIEBBIX XPOMOCOM MO-
JKeT MPOXOIUTh C COXpaHEHWEM CYOTEIOMEPHBIX PETMOHOB
U T€JIOMEPHBIX TIOBTOPOB OTHOTO 1ievya. bobIioit criekTp
CHUMITOMOB U TSIKECTb MX MTPOSIBIICHUS Y TTALIMEHTOB C KOJIb-
LIEBBIMUA XPOMOCOMaMM MOXKET ObITh 0OOYCJIOBJIEHA BKJIA-
JIOM JTOTIOJTHUTENbHBIX (pakTOopoB. Tak, MOMUMO AeJIelIUn
Ha OMHOM WJIM 0OOMX TIedyax XpOMOCOMBbI, TPUBOSILIEH K
(hopMHPOBAHUIO KOJIBLIEBOI CTPYKTYpPhl, BTOPUUHBIN XpO-
MOCOMHBIU (T€HOMHBII) AucOagaHC BCAENCTBUE UX MUTO-
TUYECKOI HECTAOMILHOCTU U AMHAMMYECKOTO MO3aulii3Ma
JTOJIKEH TaKKe YUUTBIBATHCS IIPU OLIEHKE FeHETUYECKUX MO-
CJIeICTBUI MPUCYTCTBUSI B TEHOME KOJIbLIEBOI XPOMOCOMBI.
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