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Pe3iome

MyTalyH SIBISFOTCST €CTeCTBEHHbIM TeHeTHYe-
CKAM MEXaHH3MOM TIPUCIIOCOO/EHNsT BUIOB K Me-
HSTFOLLIMMCST YC/IOBUSIM Cpefibl obutanusi. CTPyKTyp-
HBIE XPOMOCOMHbBIE TIEPECTPOUKY WIPAIOT BaXKHYIO
PO/b B 3BOIOLIMOHHBIX NPe0OPa30BaHUsX BHIIOB,
YTO JIOKA3bIBAIOT PE3y/IETaThl CPABHEHWST KAPHUOTH-
TIOB Ye/IOBeKa U POZCTBEHHBIX BUZOB NMpUMatoB. C
MeJULIMHCKOM TOUYKH 3peHYs [PaKTHUeCKUi HHTepeC
TPE/ICTAB/ISIFOT MYTALWY, BIMSIOLINE HA 3[0POBbE
YesioBeKa. XpOMOCOMHBIE MyTaLl|H, WK abeppaLiyd,
BBISIB/IIEMbIE Y UE/IOBEKA, OYeHb pa3sHOOOpa3HBL
CTo/ib Ke IIMPOK CIEKTP UX BO3MOXKHBIX K/TMHHYe-
CKUX TIposiBieHnH. CHanaHCUPOBaHHbIE XPOMOCOM-
HbIE [IePeCTPOIKH 3a4acTyr0 He BJIUSIIOT Ha 370POBbEe
Y PEerpoyKTUBHYIO CIIOCOGHOCTH HOCUTesel. I1pu
3TOM COXPaHSIETCS] PUCK XPOMOCOMHOTO [vcOasiaH-
ca y motoMcTBa. Psizi 3abosieBaHMit desioBeKa acco-
LIMMPOBaH C MOBBIIEHHON YaCTOTOH XPOMOCOMHBIX
abeppaluii, UTo KOppevpyeT C BepOSITHOCTHIO BO3-
HUKHOBEHMSI 3/10KaueCTBEHHBIX HOBOOOPA30BaHUIA.
HecbanancupoBaHHble abeppaiiiy, Kak TpaBUiIo,
HIMEIOT BBIPA)KEHHOE HETAaTUBHOE BJIMSIHHUE Ha 340DPO-
Bbe. XOTs1 B GOJIBLILIMHCTBE C/Ty4aeB OHM COBMECTHUMBI
C >KM3HBIO, HOCUTE/TH IEMOHCTPUPYIOT pa3Hoobpas-
Hble TICHXUYeCKYe U (PH3HON0rHYeCKre OTKJIOHEHHs!
U TIOPOKH Pa3BUTHsL. [IpOAODKUTENBHOCTD JKU3HU U
PerpoAyKTUBHBII MOTEHLIMA JIUL] C HechanaHcHpo-
BAHHBIMKA XPOMOCOMHBIMY AHOMA/IMSIMKA CHYDKEHBI,
YTO YMeEHbIIIaeT BEPOSTHOCTh COXPAHEHUs U Jasib-
HEHIIIero pacrpoCTPaHeH sl MyTaL|i B CIEYIOILMX

TIOKOJIeHWsIX. J[/1s1 IMarHOCTUKM XPOMOCOMHBIX aHO-
MajIii UCIOJB3YIOTCS LIUTOTeHETUUECKHEe MeTObL.
B mipesyiaraeMoit JIeKIMY aHaM3UPYETC S MEXaH!U3M
(hopMHUpOBaHUsST XPOMOCOMHBIX MyTaLli U MX pas-
HOooOpasue. PaccMaTpuBalOTCS BO3MOXKHBIE MEIH-
LIMHCKUE MOC/IeICTBYS HA/TMUKs COalaHCUPOBaHHBIX
1 HecbaslaHCUPOBAHHBIX XPOMOCOMHBIX MEPECTpPO-
eK. BHUMaHUIO unTaresisi Mpe//aratoTcs CUHAPOMBI,
CBsI3aHHBIE C TIOBPEXK/IEHHEM XpoMocoM. OnuvcaHue
WUTFOCTPUPYETCS PeasibHbIMU W300payKeHUsIMU Ka-
PUOTHIIOB TTAIMeHTOB. []eMOHCTPUPYIOTCS IPUMEphI
3aIMcy KapUOTHTIOB C XPOMOCOMHBIMH aHOMAJIHSIMA
B COOTBETCTBUM C MEX/[yHapOAHOW HOMEHK/IaTypOH.
JleK1yisi OpMEHTHPOBAHa, TIPEsK/ie BCEro, Ha CTy/IeH-
TOB ME/IMKO-OMOIOrMUecKrX CreryaabHOCTeH, MO-
JIOJBIX CIELMA/IMCTOB, TUIAHUPYIOIIUX WCIO/b30-
BaTh B CBOel MPaKTUUECKOW [IesTe/TbHOCTU LATOTe-
HeThYeCKre MeTo/ibl UCC/Ie/JOBaHUM, U Bpauei, cTas-
KHBAIOILMXCS ¢ HEOOXOAUMOCTBIO aHA/IM3UPOBATh U
VHTEpPIPETHUPOBaTh Pe3y/bTaThl LUTOreHETUUECKOTO
aHamm3a. [l ycBoeHMsi 00Cy»K/1aeMOro Marepuasa
PEKOMEH/TYeTCsI 03HAKOMJIEHHE C TPe/bIIyILel JieK-
el IUKJIa.

KroueBble c/10Ba: LIMTOTeHETHKA, KapUOTHII,
XPOMOCOMBI, XPOMOCOMHBIE MYTaLliu
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Abstract

Mutations represent a natural mechanism for
adaptation of species to changing environmental
conditions. Chromosomal rearrangements play a
pivotal role in the evolution, as evidenced by the
comparison of human and non-human primate
karyotypes, and have diverse clinical consequenc-
es. In most cases chromosomal aberrations are
compatible with life, yet their carriers might show
a variety of mental and physiological abnormali-
ties and malformations. Albeit chromosomal rear-
rangements often do not affect the health and re-
productive ability, offspring of their carriers still
have a high risk of inherited disorders. Most no-
tably, chromosomal aberrations strongly correlate
with cancer risk. When unbalanced, chromosom-

al abnormalities are associated with reduced life
expectancy and reproductive potential. In this lec-
ture, we analyse the mechanisms of chromosom-
al aberrations, review their diversity, and describe
significant clinical consequences such as inherited
syndromes which are illustrated with images of pa-
tients' karyotypes. The lecture is primarily aimed
at biomedical students, researchers and physicians
who often have an unmet need to analyse and inter-
pret the results of cytogenetic analyses.

Keywords: cytogenetics, karyotype, chromo-
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BBepgeHue

Crnoco6HOCTb U3MEHSITECS B HETTOCTOSIHHBIX yC-
JIOBUSIX CpeZibl 0OUTAHUS SIBISIETCS OJHUM U3 BaXK-
HeMIUX yCJIOBUM BBDKUBAHUS OPraHU3MOB. JTO
CBOICTBO 3a/I0)KEHO B CaMOM OCHOBE >KU3HU U pe-
any3yeTcs Ha pPa3HbIX YPOBHSIX ee OpraHU3aLuy —
OT MOJIEKY/ISIDHOTO /10 OPraHW3MeHHOT'0 U OMyJIsi-
LJMOHHO-BU/I0BOTO. [Ip1 3TOM COXpaHeHHe HOBBIX
aflanTHBHBIX NPHU3HAKOB M Iepefiaua MX CJefyio-
IIMIM TTOKOJIEHUSIM BO3MOYKHBI TOJIBKO B C/Tydae 3a-
KperieHust MH(OpPMaL Ha TeHeTUYeCKOM ypOB-
He. [Tocko/bKy yHUBepca/lbHBIM XpaHUTeeM Ha-
C/Ie[JICTBEHHOM MH(OPMALM Y JKUBBIX 0OBEKTOB
seisiercss [JHK, ¢ukcaius nsmeHenuit ocyimect-
B/ISIeTCS ITyTeM M3MeHEeHHs! CTPYKTYPhI reHeTHhde-
cKoro Kozia. Takvie W3MeHeHUsT Ha3bIBAIOTCS MyTa-
nusiMy. C 6MO/I0rMYeCKoi TOUKY 3peHUsT MyTalliu
SIB/ISIIOTCST eCTeCTBEHHBIM MPOsIBJIeHUeM I/1aCTUY-

HOCTU reHOMa, 6e3 KOTOpOI ajjarTaLs 1 9BOJO-
L{UsI )KUBBIX OPraHU3MOB ObLIM ObI HEBO3MOXKHBI.
B 3TOM CMBIC/Ie OHU He MOTYT pPacCMaTpPHBaThCS
KaK aHOMaJT|H.

OTO yTBep)KAEHWE MOXKET TMOKa3aThCsl MPOTH-
BOpeyalljiM OIbITY MeJULMHCKON reHeTHUKU. Kak
M3BECTHO, MHOTHe MyTal[iM y yesioBeKa acCoLu-
MPOBaHBI C Pa3/MYHBIMU (QYHKLHMOHAILHBIMI Ha-
pylLeHUsIMH, GO/Ie3HSIMA U MOTYT OBITh JieTasb-
HBI Ha pasHbIX CTaAusAX OHTOreHe3a [1—4]. Bosee
TOTO, CYILECTBYET KOPPEJALMsA MEXAY UHTEHCUB-
HOCTBIO BO37leMCTBUS psifia 9K30TeHHBIX ()aKTOpOB
(paguanys, IpoU3BOACTBEHHEIE U OBITOBbIE TOKCHU-
KaHTBI ¥ Tp.) Ha OPraHM3M U YPOBHEM BBISBJIsie-
MBIX Y HETO XPOMOCOMHBIX abepparmii [5-8].

Takoe OJHOCTOpOHHEE BOCIPHSITHE MYyTallu-
OHHOTO TpoLiecca 0OBICHSIETCS MPOb6IeMaTHUHO-
CTBIO TIOMCKA «II0I0KUTE/bHBIX» C TOUKH 3peHHs
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PucyHok 1.

XpomocomHble abep-
pauuu, BbisBnsemble
y NauMeHTOB C NOBbI-
LWWEHHON TOMKOCTbIO
xpomocom [11].

Figure 1.

Chromosomal aberra-
tions detected in pa-
tients with increased
chromosome fragili-
ty [11].

ajanTauy K cpefie MyTauuii y yenoBeka. Criox-
HOCTh OMOJIOrMUECKONM OpraHM3alud U MeXaHWU3-
MOB TIPUCIIOCOO/IeHNs, HHU3Kasi TI0[JOBUTOCTb,
JJIUTeJIbHBIA TIepUof, CMeHbl TIOKOJIeHUH — Bce
3TO 3aTpyJHseT HUCC/ef0oBaHHe JUHAMUKU TeHe-
TUYeCKUX M3MeHeHHUH y ueioBeKa B KPaTKOCPOU-
HOM miepcriekTrBe. [103TOMy Heol|eHUMYO POJib B
SBOJTFOIIMOHHOM T'eHeTHKe UTPAI0T CPaBHUTE/bHbIE
WCC/Ie[IOBaHUsI TeHOMa UejioBeKa U GMOIOrHuecKu
pOACTBeHHbIX BUJOB. CorocTaB/ieHHWe KapuOTH-
TIOB YejioBeKa M TNPHMAroB CTaj0 3HaYUTeNbHOM
BeXOW B Pa3BUTUM TEOPUH SBOJIOLIMU U U3yUeHUU
TPOUCXOKeHUs Hatlero Buza [9,10].

Tak, cpaBHeHHe TeHOMOB UeJ/ioBeKa 1 IIIUMITaH-
3€ MO3BOJTU/I0 OOHAPYKUTh YHUKAIBHOCThL HYKJ/Ie-
OTU/THOM KOMITO3UL[MU YeJsioBeKa Jiuiib B 1,23% re-
Homuow [THK. ITpu sTom 6osiee 3% reHoma Homo
sapience oxBaueHO INPOTSPKEHHBIMU Jie/IelIUsIMA 1
WHCEePLUSIMH, He BbISBJIEHHBIMU Y POJCTBEHHOTO
BHja. XpPOMOCOMHbLIE WHBEPCUU U TPaHC/IOKALIN
(BK/IFOUAlOILIe TIOPOM Liejible XPOMOCOMBI) OTIpe-
JIeJISTIOT ellle OOJBIIYIO JOMIO CTPYKTYPHBIX pas-
sunii. KnaccuueckyM npyuMepoM 3BOJTHOLMOHHOMN
PO/ XPOMOCOMHBIX TI€PeCTPOeK sIB/sieTcsl 0bpa-
30BaHUe 2-i XpDOMOCOMBI YeJIoBeKa U3 ABYX Ipe[-
KOBBIX aKpPOLIEHTPUYEeCKUX XPOMOCOM B XOfie pPO-
6epTCOHOBCKOM TpaHCcIoKaruu [9,10].

B 3aBHCHMOCTH OT YPOBHSI TIPOM3O0LLEAIINX U3-
MeHeHUH MyTaluM TPaJULMOHHO Je/sT Ha TeH-
Hble, XPOMOCOMHBIE U TeHOMHbIe. B 1ukie jek-
LW, TIOCBAIIEHHBIX MOJIEKY/ISIPHO-TeHeTHue CKUM
METO/ZlaM UCC/Ie/IOBaHUM, MbI TMOAPOOHO 00CYX-
Jla/Td CIOCOObI M3yUeHUsi U MeJULIMHCKOe 3Haue-
HUe TeHHbIX MyTalUi y uejioBeka. B mpexcros-
mux Geceflax Mbl OCTAHOBUMCS Ha XPOMOCOMHBIX
Y TeHOMHBIX MyTalusxX. B aTux ciaydasx pasmep
M3MeHEeHHBbIX yUaCTKOB T€HOMa CTOJIb BejvK, UTO
JUISL X BBISIBJIEHUS] U U3YUEHUs] MOXKET UCIIOb30-
BaTbCsl IUTOTeHeTHUeCKWi aHamu3. B naHHoM fiek-
U OyZyT pacCMOTPeHbI MeXaHHU3Mbl 0Opa3oBa-
HUS CTPYKTYPHBIX TIepecTpoeK XpOMOCOM UesioBe-

Ka, Win abeppauyi, ux pasHooOpa3ue U BIUSHUE
Ha 3[J0POBbe YesIoBeKa.

Pa3HooOpa3ue CTPYKTYpHBIX MepecTpoeK
XpoOMOCOM

st ocyiiecTBieHus 000N CTPYKTYPHOI Iie-
pecTpoiiKM XpOMOCOM TpeOyIoTCs [Ba COOBITHSI.
CHauasia 10/DKeH MPOW30UTH pa3phiB caxapo-hoc-
tatroro ocroea /JHK, a 3arem BoccoeuHeHue
CcBOOO/IHBIX KOHIJOB XPOMOCOMBI. B HOpMe Takue
y4acTKH OBICTPO BOCCTAHABIMBAIOT HCXOLHYIO
CTPYKTypy Omaroziapsi felicTBHIO (epMEHTOB pe-
napatyu. OfHaKo TpU HEAOCTaTOUYHOCTHU 3TOrO
MexaHW3Ma W/Wi OOoMbIoH MHTEHCUBHOCTH MY-
TAI[MOHHOTO BO3ZEWCTBUS YaCTb TIOBPeKAEHUM
OKa3bIBAeTCsl BOBJIEUEHHON B 0Opa3oBaHue Tiepe-
CTpOEK.

O BBICOKOH MHTEHCHBHOCTH 00pa30oBaHUs Xpo-
MOCOMHBIX IOBpeKeHUH B KJeTKe U 3HaueHWH
perapalniid B BOCCTAHOBUTE/BHBIX IIpoljeccax
CBU/IETeIbCTBYeT aHanM3 cinydaeB aHemuu dan-
KOHHM, cvHZpoMa biyma u apyrux 3aboseBaHuii C
HapyllIeHHeM perapaTuBHBIX TipoueccoB [11,12].
IToMMMO MHOTOYHC/IEHHBIX MOP(OJIOrMUecKUx U
(hM3M0IOrMUeCcKUX OTK/IOHEHWH B OpraHusMe Ia-
L{MEHTOB, MPY LIUTOreHeTHUeCKOM aHajM3e KIeToK
KDPOBU OTMeYaeTcsi HeOOBIYHO BBICOKHU YPOBEHb
XPOMOCOMHBIX TI€PeCTPOeK PpasInyHON  CIIOXK-
HocTU (pucyHoK 1). Ilpu 3TOM ynaeTcs mpocie-
JWTh NepBUYHbIe COOBITHS, IPUBEAIINE K AaHHBIM
abeppauusiM. B mpocreiiiieM ciyuyae MpOUCXOAUT
pa3pbIB OJHOM WM ABYX XpOMaTwj, C OTAeleHU-
€M U 1oTepel TepMHUHA/IBHBIX XPOMOCOMHBIX Cer-
MeHTOB. OfiHaKo ec/iu Hab/rogaeTcs 6o/ee OQHOIO
pa3pbiBa B OHOW WM HECKOJBbKUX XPOMOCOMaX,
TIOSIB/ISIETCSl BO3MOKHOCTD Jla/IbHeNIlero ux BOC-
coefvHeHusT ¢ oOpa3oBaHWEM aHOMAaJIbHBIX XpO-
MOCOM TIPUUYAIUBON (OPMBI.

WHTepecHo, uTO J/151 MALjIeHTOB C Ha3BaHHBIMHU
3a00/IeBaHUSIMU  XapaKTEPHO paHHee TOsBIeHHe
MHO’KECTBEHHBIX 3/10KaueCTBeHHBIX HOBOOOpa3o-
BaHW B paslnMuHbIX opraHax. OTcioja cienyet

H3zo- Tpn- Ksagpn- ITomu- Konsuepas
XpomaTiaHsre &
—_—— XpOMaTHAHEIT | paananbHas pamansHas paananbHas 1 INIeHTpHYecKas
p paspbiB XpoMocomMa XpoMmocomMa XpoMocoMa XPOMOCOMBI
Jo
\ C : 9 g r'd
2 oHOBpEMEHHEIX
1 pazpeiB 1 paspeis 2 paspsiBa 2 paspsiBa 4 paspeiBa
pa3sp pasp pasp pasp pa3p! paspeiBa
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JIOTUYHOE 3aK/I0YeHHe O CBSI3M XPOMOCOMHOMU He-
CTabWIBHOCTH (CTMIOHTAHHOW WM WHJYLIMPOBaH-
HOW BHEIITHUMH (paKTOpPaMH) C PHUCKOM DPa3BUTHS
paka. OueBHJHO, XPOMOCOMHbIE T1epeCTPOUKU He
MIPOCTO ZleCTabWUNIN3UPYIOT TeHOM, HO U TIPUBOAAT
K (DOPMHPOBAHUIO OHKOI'€HHBIX IOC/Ief0oBaTe/b-
Hocrel [JHK n/umu akTMBaliuy «MoJTJaIiyix» mpo-
TOOHKOTeHOB. C /Ipyroif CTOpOHBI, HeOOXOAUMOCTb
W3y4YeHus] XpPOMOCOMHOM HeCTabM/IBHOCTH B KJTeT-
Kax TaLueHToB 1pyu aHemMur PaHKOHU U CUH/PO-
Me biiyma ileMOHCTpUpyeT fUarHoCTUYeCKyto 3Ha-
YMMOCTb LJUTOTeHeTHYeCKOT0 aHa/r3a, KoTopast He
orpaHuuMBaeTcsi 06acTbio oHKosioruu [13].

CyilecTByloT  pasnnuHble  KaaccuyKaryu
CTPYKTYPHBIX IlepecTpoeK XpoMocoM. C TOUKH
3peHMs KOJINUeCTBa BOB/IEUEHHBIX XPOMOCOM MOXK-
HO BbIJIe/IUTh BHYTPUXPOMOCOMHBIE U MeXKXPOMO-
COMHBbIe TepecTpoiiku. C pyroil CTOpOHBI, B 3a-
BHCUMOCTH OT COXPaHEeHHUs] CYMMbI UCXOZJHOTO Te-
HETHUYeCKOro MaTepuasa pasiuuaroT cbanaHcu-
poBaHHbIe W HecOa/laHCHPOBaHHBIE abepparyu
(pucynok 2). Cuwuraercs, uto c6anaHCHPOBAH-
Hble abeppaljiy B OOJIBIIMHCTBE CIy4yaeB He HeCyT
yIpO3bl )KHU3HU M 3[0pOBbI0 UX o6nagaremo. Ya-
CTOTA ¥ CIEKTpP Takux abeppaliyii B MOIMYJISALH C
TPYZAOM TIOJAAI0TCS U3YUeHHIO, T.K. HOCUTeNH, KakK
TIPaBUJIO, HE JeMOHCTPUPYIOT KaKUX-TH00 Gu3no-
JIOTUYeCKUX WIN MOP(OIOTHUeCKUX OTKIOHEHHUH
oT HopMbl. HampotuB, HecbasaHCHpOBaHHbIE T1e-
pecTpoiikKi OOBIYHO COIIPOBOKJAIOTCS BBIPa’KeH-
HBbIMHM aHOMaJ/MSIMU Pa3BUTHS U BBISIBJISIIOTCS TIPU
MeJULIMHCKOM OCMOTpE Y>Ke B paHHeM Bo3pacre. B
JlanbHeHNIlIeM OHU MOTYT CTaTh YIPO30H 3[,0POBBIO
Y a)Ke BbI3BaTh rubesib MarpeHTa.

OpuuM U3 Hauboree YacTbIX TUIOB cOaaHCH-
pOBaHHBIX abeppauyii SB/ISIOTCS WHBEPCUH, TPH
KOTOPBIX IIPOMCXOJUT TIOBOPOT (pparmMeHTa Xpo-
Mocombl Ha 180°. B HEKOTOpBIX Ciydasix OChHO
BpallleHUs SIB/ISeTCS LIeHTPOMepa, UTO OIpefesnsi-
eT MHBEPCHUIO KakK MepuLeHTpuuecKyto. Eciu npu
BpallleHUM LieHTpoMepa He 3aTparvuBaeTcsi, TOBO-
pAT O MapaljeHTpruYeckoii nHBepcuu. I1pu UHCep-
LWSIX YacTh XPOMOCOMBI MOXKeT ObITh IlepeHece-
Ha Ha JpYIyI0 XpOMOCOMY M HMHTerpHpoBaHa B
ee CTPYKTypy. XpOMOCOMa-[OHOD YKOpauuMBaeT-
Csl, @ XpOMOCOMa-peLIMIIUeHT CTaHOBUTCS [JJIVH-
Hee. TpaHC/OKalMM XapakKTepu3yloTcsi oOMeHa-
MU yuyacTKaMU MeXJy Xxpomocomamu. I1pu peru-
TIPOKHOW TPaHC/IOKAlUK TIPOUCXOAUT B3aUMHBII
oOMeH (parmMeHTaMH XpOMOCOM-ydacTHull. Po-
0epTCOHOBCKHE TPAHC/IOKAL[MY MPUBOAAT K CIIHS-
HUIO ZIByX aKpOILIeHTPHUUeCKHUX XpPOMOCOM C oOpa-
30BaHHEM HOBOI MeTalleHTpHuecKol um cybme-
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Tal[eHTpHYe CKOM XpOMOCOMEI [14].

Hec6anaHcupoBaHHbIE XPOMOCOMHBIE — Tiepe-
CTPOMKH COIIPOBOXKJAIOTCS MOTepell Wiy MpHOO-
peTeHHeM reHeTHUeCKOr0 MaTeprana U, COOTBET-
CTBEHHO, YMeHbIlIeHHeM WK yBeIndeHreM o0be-
Ma reHeTH4eCKoi H(GOPMaLH B JAHHOM T'eHOMe.
[lpu penelusix 4acThb XPOMOCOMHOTO MarepHa-
Jla yTPauuBaeTcs, a MpH AYIUIMKALUAX AyOnupy-
€TCsl U OCTaeTcsi B COCTaBe MCXOJHOM XpOMOCO-
MbI. /130XpOMOCOMBI (haKTUUIeCKH SIB/ISTFOTCS TIPO-
OYKTOM [BYX COOBITHIA: [jeJieL{id OJHOTO W3 IIjIey
Y OYIUIMKALWK APYroro Iieda B Mpejesiax OfHOMN
XPOMOCOMBI. [IyTUTUIPOBAHHOE I1/IeY0 TepeHo-
CUTCSl uepe3 1|eHTPOMepY, 3aHMMasi MecTo yTpa-
YeHHOTro I7leda. BHOBL 0O6pa3oBaHHasi XpoMOCOMa
MeTalLleHTpHUUecKasi, COCTOUT U3 [BYyX 3epKasbHO
OTPa’keHHBIX YacTell C 0CbI0 CUMMETPHH, MPOXO-
Jsmeit ro rieHTpomepe [14].

CrnenyeT OTMeTWUTh, UTO BBISIB/IEHVE U aHA/U3
OO/IBIIMHCTBA CTPYKTYPHBIX XPOMOCOMHBIX Tie-
pecTpoeK BO3MOXKHBI TOJILKO TIPY HCII0/Ib30BaHNH

PucyHoK 2.

HekoTopble TuMbl
CTPYKTYPHbIX nepe-
CTPOEK XPOMOCOM ue-
noseka.

Figure 2.

Some structural rear-
rangements of human
chromosomes.
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PuCyHOK 3. IuddepeHIIMAaTBPHOTO OKpallliBaHWs TIperiapaToB

Kapuotun ¢ abep-
paHTHOW XpOMO-
comoii 9 (ykasaHa
CTpenKoi).

Figure 3.

Karyotype with aber-
rant chromosome 9
(arrowed).

MeradasHbIX (pexxe — TpodasHbIX) XPOMOCOM.
Haunbosnee pacrpocTpaHeHHBIM SIB/ISIETCS OKpa-
LIMBaHWe XPOMOCOM a3yp-303MHOM 10 PomaHoB-
cKoMy-I'mM3e ¢ ux npesBapuTenbHOM 00paboTKOM
pactBopoM TpuricuHa (GTG-okpaimBanue). [Ipu
3TOM reTepOXpOMaTHHOBbIE paliOHbI XPOMOCOM C
MaKCHMa/IbHOW KOMIIAKTH3alliel XpoMaThHa 00-
Pa3yloT TeMHBIE MOTepevHble TI0/I0Chl — O3HIBI, a
MeHee KOMITAaKTHbIE YYaCTKM 3yXpOMaTHHA BbISIB-
JISIIOTCSL B BHZIe CBET/IBIX II0JIOC — MHTEPO3H/0B.
CoueTaHue 63H/|0B U UHTePOIH/I0B B HOPMaJIbHBIX
XpOMOCOMaX BCerJa MOCTOSHHO, YTO II03BOJIseT
WCTI0/Ib30BaTh UX B KauecTBe 3Tajl0Ha IMpU H/eH-
TU(GUKALUU KaKUX-THO0 CTPYKTYPHBIX aHOMAaJTHH.

CobaslaHCcMpOBaHHbIE XPOMOCOMHBIE adeppa-
LM Y Ye/l0oBeKa — BO3MOXHBIH (akTop pHcKa
JUIAA 380POBbSI

OpHoli 13 Hambosiee pacrpocTpaHeHHbIX cHa-
JIAHCHPOBaHHBIX XPOMOCOMHBIX abeppaiuii y ue-
JIOBeKa SIBJISIETCS TepULieHTpUYecKasl WHBEPCHH
xpoMocoMbl 9 (pucyHok 3). Ilpu ee dhopmupoBa-
HUU TIPOMCXOJAT Pa3pbIBbl B KOPOTKUX U [JIMHHBIX

rjieyax XpOMOCOMBI BOJIM3U LIEHTPOMEPHI, Tiepe-
BOPOT 1[eHTPUUECKOTO ()parMeHTa ¥ TIOBTOPHOE
BCTpaviBaHWe ero B XpomocoMmy. Ilo HeKoTopeIM
JJaHHBIM, TIOMY/ISILMOHHAS YacTOTa TepecTPONKH
HaxXoAWTcs B mipefenax 1,5-3% [15-17], ona 06-
Hapy’>KUBaeTCsl Kak Cpe/id 3[0POBBIX JIOJel, Tak
Y Y JIUL] C pa3/TMUHBbIMU HapYIIEHUSIMUA 370POBBSI.
KnuHuueckoe 3HaueHre abeppaiyu JUCKyTHPYeT-
Cs1 Ha TIPOTSDKEHUH [TUTeTbHOTO BPEMEHH.

B ogHOM 13 HeZ]aBHO TIPOBE/IeHHBIX UCC/Ie/[0Ba-
HUH OBUIO yCTaHOB/EHO, UTO TepULIEHTpUYecKast
VHBEPCHsT XPOMOCOMBbI 9 0OHAapy)XVBaeTcs Cpe-
K JHL] C OecruioAueM C 4acToTtoi 3,76%, uTo He-
Ha MHOTO TIPEBbIIIAeT OOIYI0 MOMY/ISLUOHHYIO
yacToty (2,27%). OTO CBUIETENbCTBYeT 00 OTCYyT-
CTBUM BBIPaKEHHOTO eCTeCTBEHHOTro OTOopa Mpo-
THUB HOCHUTeNbCTBAa JaHHOW MyTanuu [15]. B ps-
Jle UCCiieloBaHUM OLeHHWBa/IOCh BIWSHUE Hasu-
UMsi MTHBEPCUM Ha PerpoAyKTHUBHBIM yCIiex HOCU-
Tesied. Hampumep, fiji 3TOro 00C/e[0BavCh Kak
JIML}a C HOPMasbHBIM KapHOTHIIOM, TaK M HOCHUTe-
JIA MyTalLuH, MpUberiive K UCMO/b30BaHUIO BCIO-
Morare/ibHbIX PeNpOAYKTUBHBIX TeXHOMOrui. I1pu
3TOM He ObUIO0 0OHAPY’KEHO JOCTOBEPHBIX OT/IMUMI
MEXXIy TPYIIaMH 0 TaKUM T10Ka3aTessiM, Kak J10-
JIS yCTIEITHBIX 3a4aThii, BEPOSITHOCTh UMIIAHTalH
Y HaCTYTUIeHUs] KTMHUYeCKOH OepeMeHHOCTH, [0S
JKMBOPOXK/IEHWH W JI0/Is1 He3aBepIIMBIIMXCS Oepe-
MeHHOCTell. OueBUJHO, Ha/lMuMe UHBEPCHU Cyllle-
CTBEHHBIM 00pa30M He CKa3bIBAeTCsl Ha PENpOAYK-
TUBHOU criocobHoCTH HOocuTesteli [16].

Kpome Toro, mpeAarpuHUMAICh MOIBITKA BhI-
SIBUTH Crien(ruecKre aHOMaauu pPasBUTHS WM
VHBIe MapKepbl, aCCOLMUPOBaHHbIE C HOCHUTE/Ib-
CTBOM paccMaTpuBaeMoil MyTaiuu. CpaBHUBAICA
CTEKTP HapyILlIeHUH 3710pPOBbs B IBYX OOJBILINX KO-
ropTax MalyeHToB 0e3 UHBePCHU U C UHBEPCHEM.
CooTHOIIIeHHe NHL] C 33]ePKKOM TTICUXOMOTOPHOTO
Y YMCTBEHHOTO Pa3BUTHS B IByX TPYTIax MPaKTH-
YeCKd COBIIAZIa/y, a JI0JH MAaleHTOB C BPOXK/IeH-
HBbIMU @HOMa/IMSIMUA Pa3BUTHS COCTaBUIM COOTBET-
ctBeHHO 17,5% u 15,3%. [ons nui C 3a7iep>KKoit
pOCTa W/WM TI0JIOBOTO Pa3BUTHS B TIEPBOU IPyIIIie
OblTa /Ja)ke HECKOJIbKO BBIIIE, TAKXKe KakK U [0/
obcrieiyeMbIX C HapyllieHHeMm ramertoreHesa [17].
ITO YK/Ia/IbIBAaeTCsl B PAMKH CJIOXKMBLIEroCsi MHe-
HUS O TOM, UTO [JaHHAasi XpPOMOCOMHas IepecTpoi-
Ka J[IoO/DKHa paccMaTpyBaTbCsl Kak IpOsiBJIeHUe
€CTeCTBeHHOT0 CTPYKTYpPHOTO mouMop¢u3Ma Ka-
pUOTHIIA uesioBeKa 6e3 3aMeTHOTO [ie3a/]arTUBHO-
ro ¢ dekra.

BivisiHue XpoMOCOMHBIX abeppauyii Ha MoOp-
dhodusmonornueckue 0CO6EHHOCTH M COCTOSTHHE
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3[J0POBbsI HOCHUTEJISI OTIpe/iesisieTCsi 0COOeHHOCThIO
YUaCTKOB 'eHOMa, BOB/IEUEHHBIX B XPOMOCOMHYIO
repecTpoliKy. B ciyuae ¢ mepuLieHTpUUeCcKOl UH-
Bepcuell XpPOMOCOMBI 9 OTCYTCTBHE BBIP@KEHHO-
ro 3¢dexra MOXKeT ObITh CB3aHO C T€M, UTO B U3-
MeHEeHHBIX yuacTKax InpeobsazjaeT retepoxpoma-
THH. ['eTepoXpoMaTHHOBEIE 00/1aCTH MTPUYPOUEHBI
K LIeHTPOMEPHBIM U TeJIOMEePHBIM 00/1aCTsM Xpo-
MOCOM, HeCyT HeOOJIbIIOe KOJTMYEeCTBO aKTUBHBIX
TeHOB WM He COJep>KaTr ux Bosce. Haripotus, B
ciyvae ¢ aHemueldl PaHKOHU M cUHApoMoM biy-
Ma, T0-BHAUMOMY, abeppaljd MOTYT 3aTPOHYTb
aKTHBHbIE KOJUPYIOIIME y4acTKH I'eHOMa U Ipu-
BeCTH K M3MeHeHMI0 (yHKIMK reHoB. [IpeBocxof-
HOM WIMIOCTpALMeld 3TOro TPeATrooXKeHUs: MOo-
JKeT CIY’)KUTb TakKKe XPOHWUeCKUN MHeTOHJHbIHI
Jietiko3 (XMJI), BbI3BaHHBIN crielidduuecKoi Xpo-
MOCOMHOU abeppariyeil — Tak Ha3bIBaeMou ¢usa-
Zenb(uiicKoit XpoMOCOMO.

BriepBble CBsI3b XPOMOCOMHBIX abeppaiuii C
pakoM Oblsa ycTaHOB/IEHa BCKOPe TI0C/Ie YCTaHOB-
JIeHHs1 XpPOMOCOMHOTI'0 YMC/a y 4yesoBeka. JlBa uc-
cnepoBarens u3 Punagenspuu — I1. Hoysmn (P.
C. Nowell) u [I. Xanrepdoppa (D. A. Hungerford)
OIMUCA/IM aHOMAJIbHYI0 XpOMOcoMmy 22, oOHapy-
JKeHHYI0 y mauueHToB ¢ XMJL 3ta HeobGBIUHO
MaJieHbKasi 110 CPaBHEHHIO C HOPMaJIbHOM XPOMO-
coma GbUla MO3AHEee Ha3BaHa (uazgeTbPUACKo
(Ph). Xpomocoma sIBisieTCsl pe3y/bTaToOM peLiu-
TIPOKHOM TPaHC/IOKalMK MeX/ly YacTbi0 JJIMHHO-
T0 IIeya XpoMOCOMBI 9 ¥ YacCThbIO JI/IMHHOTO T1/1eva
XpoMocoMel 22 (pucyHok 4) [18,19].

CornacHo MeXX/yHapOJHOW LMTOreHeThue-
cKoli HoMeHK/aType uesnoBeka (The International
System for Human Cytogenomic Nomenclature,
ISCN), npu Hamucanuy GopMyJsibl XPOMOCOMHOM
abeppaiuu HeoOXOMMO YKasaTb ee OyKBeHHbIH
KOZ (B C/lyyae C TpaHCIOKaLMSIMU — t), 3aTeM HO-
Mepa BOBJIEYeHHBIX XPOMOCOM (B Z@aHHOM CJiy4ae
— 9 u 22) U, HaKOHel], TJIeUd U UX CerMeHThbl, 3a-
TPOHYTBIE y XPOMOCOM-YUacTHUL] (B JaHHOM CJ1y-
yae — q34 u ql1 cootBercTBeHHO). Takum 0bpa-
30M, nauuenThl ¢ XMJI (o KpatiHeii mepe, Gosiee
95% W13 HUX) UMEIOT KJIOH aHOMaJTbHBIX JIEUMKOLIY-
TOB ¢ KapuoruroM 46,XX,t(9;22)(q34;q11) umu
46,XY,t(9;22)(q34;q11) B 3aBUCUMOCTH OT IO-
na. dunagenphuiickas XxpoMocoMa MOXKeT ObITb
WzleHTU(UIMPOBaHa MpY LIUTOreHeTUUeCKOM aHa-
J13e KJIETOK KPOBH, UTO CTaJI0 «30710ThIM CTaHZap-
TOM» B IMarHOCTHKe XMJI.

Ho moueMy cOanaHCHpOBaHHasi peL{UNPOKHAst
TPaHC/IOKAlUsl JO/DKHA HEeCTH TaToJIorHueCcKud

3¢ dext? HecMoTpsi Ha coxpaHeHHe CyMMBI TeHe-
TUYeCKOW WH(POPMAI[H, XPOMOCOMHAsT aHOMaJIUs
MIPUBOJUT K M3MEeHEeHHI0 HYK/IeOTUAHOM Mocaeso-
BaTeJIbHOCTH B TOUKAX pa3pbiBa. HopMarbHbI reH
ABL1, nokanv3oBaHHbIA B 34 pervoHe AJIMHHO-
TO T/Ieya XpPOMOCOMBI 9, KOAUpYeT TUPO3UHKUHA3Y.
OTOT (epMeHT yuacTBYeT B KOHTPOJIe K/IeTOUHOIO
JleJieHns ¥ B 3peJibIX JIeMKOL[UTax HeakThBeH. ['eH
BCR naxoautcst B obiact 11 AMHHOTO Ti1eya
XPOMOCOMBI 22 1 KOJUpyeT OernoK, He UMerOLUi
OTHOILIEHUs1 K TUPO3WHKWMHA3e U KOHTPOMO Kie-
TOYHOro AeneHus. IIpu sTom BCR NOCTOSIHHO Ha-
XOJJUTCSI B COCTOSTHUU «BKJ/THOUEHO» 33 CUET AKTHB-
Horo nipomoropa. Tpancmokanws t(9;22)(q34;q11)
MIPUBOJMT K 00pa3oBaHUI0 XUMepHOro reHa BCR-
ABL1, KOTOpbIM 3a CUeT aKTUBHOTO MPOMOTOpa
BCR HauWHaeT TpPOW3BOJUTh XHWMEPHBIA 60K
BCR-ABL1, ob6nagaroiiyii TAPO3UHKWHA3HOW aK-
THUBHOCTBIO. JTOT 0eJ/IoK 3arycKaet Lernb OGHOXH-
MHYEeCKHX TPOLIeCCOB, BEAYIMX K 3/10KaueCTBeH-
HOMY TIepepOKIeHHI0 K/IeTOK KpoBH [18, 19].
PobepTCOHOBCKME TpPaHC/IOKALMU TIPOMCXOAST
C y4acTheM akKpOLeHTPUYeCKHUX XPOMOCOM. OTHU
coObITHsI HabMIOJAIOTCS [JOBOMBHO YacToO U HMe-
10T pa3/MyHble KIMHUYeCKUe NocaeAcTBus. B ka-
puoturie yenoBeka 10 akpoueHTpUKoOB (6 Xxpomo-
com u3 rpymmbl D 1 4 u3 rpymmst G). VIx Mmopdo-
JIOTUUECKOH OCOOEHHOCTBIO SIBIAETCS HaIMuue
e/iBa pas/MYMMbIX KOPOTKUX IJled U CIIyTHUKOB
B TePMUHAJIbHBIX yuyacTKaxX 5THX Iied. CIyTHU-
KU cogepxar yyactku THK ¢ MOBTOPSIFOLIMMUCS
nocsefoBaresnbHOCTAMU reHoB pPHK, 1 B mepuog,
nHTep(dasbl 3TH PerroHbl COBMeCTHO (hopMHUpy-

PUCYHOK 4.

npeorpamma xpo-
MOCOM, BOB/IEUEH-
HbIX B 06pa3oBaHune
tunagenbhuinckon
xpomocombi (A), n me-
XaHu3m 06pa3oBaHus
XUMepHoro reHa BCR-
ABL1 (B).

Figure 4.

Ideogram of chromo-
somes involved in
the formation of the
Philadelphia chro-
mosome (A) and the
mechanism of forma-
tion of the BCR-ABL1
chimeric gene (B).
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PucyHoK 5.

Kapuotunbl ¢ pobept-
COHOBCKMMM TPAHCNO-
Kaumamun mexay 13 un
14 xpomocomamu (A) u
mexay ABymsi 21 Xpo-
mocomamu (B).

Figure 5.

Karyotypes with Rob-
ertsonian transloca-
tions between chro-
mosomes 13 and 14
(A) and between two
21 chromosomes (B).
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der(13;14)—,

A

L1
19

3% it 23 B :.:;: 3; I

L1
20

10T SIAPBILIKO, Ie akTUBHO cuHTe3upyeTcs: pPHK
[20]. Takas ecrecTBeHHasi CK/IOHHOCThb K 00bequ-
HEHUIO aKpOL[eHTPUYeCKHUX XPOMOCOM JlefiaeT Be-
POSITHBIM HX TIOMIAPHOE C/TMSIHHE KOPOTKHUMH Tiie-
yaM# C (opMHpOBaHMEM HOBBIX MeTa- WK Cyb-
MeTalleHTpUUeCcKux XpomocoM. [ns obo3Haue-
HUSI TaKUX [lepUBaTUBHBIX XPOMOCOM B KapUOTHIIe
ISCN pekoMeHAyeT UCIOMB30BaTh CUMBOJ «rob»
nmi Gosiee COBpeMeHHBIN — «der» (PHCYHOK 5).
ITo npubm3UTENBEHBIM OL|eHKaM, pOOepTCOHOB-
CKMe TPaHC/IOKallMHU BCTPEYarnTCsl B 00bIUHOM Mo-
nynsauuu ¢ yacrorod 1:1000, yto mo3BosisieT UX
cunTath Haubosiee pacrPOCTPaHEHHBIM TUIIOM
XPOMOCOMHBIX TlepecTpoeK y uesioBeka. Eciu my-
Tarys MPOU30IIa B TaMeTax pofuTesield, OHa MO-
)eT ObITh YHac/ie[loBaHa MMOTOMCTBOM M pacIipo-
CTPaHUTHCS HA BCe COMaTU4eCKUe KeTKu. Korga B
TPaHC/IOKAl|MM y4acTBYIOT HETOMOJIOTMYHbIE XPO-
MOCOMBI, y TIOTOMCTBA OXXHMZAeTcsi cOanaHCHUpo-
BaHHBIM KapUOTUI C POOEPTCOHOBCKOM TpPaAHC/IO-
kaied,, Hanpumep 45,XY,der(13;14)(q10;q10)
(pucyHok 5A). B HekoTopeIX ciyuasx abeppa-
LIUsT MOXKeT HapyllaTb HOpPMa/lbHOe IpOTeKaHWe
raMeToreHesa y HOCHTeJIs], UTO MPUBOJUT K CHU-
>KeHuto peprunmbHOCTU uin becruioauto [20,21]. B
OCTa/bHBIX acreKTax pa3BUTHE U 3[0POBbe TaKHX
JIML] He OT/IMYaeTcs OT rpoumx. Ilo 3Toi nmpuum-
He BBISIBJIEHWE U TOYHBIN MOZCYET YaCTOThI TAKKX
abeppauuii B OMyJIsILIMY 3aTPYyAHUTE/IbHBIL.
[Jpyroii Bo3MOXXHBIH HCx0Z 00pa3oBaHHs PO-
0epTCOHOBCKOW TPAHC/IOKALMM CBsI3aH C Cephbe3-
HBIMU TIaTOJIOTHYeCKUMU 3¢ (deKTaMu y ITOTOM-
ctBa. Eciu y ofHOro M3 popureneli mpousolia
TPAHCJ/IOKALWs C y4yacTHeM [IByX TOMOJIOTUUHBIX
XPOMOCOM, OHHM Heu30eKHO OKaKyTCs B OAHOM
ramere. Takasi TosioBasi KJleTKa siB/isieTcsi HecbHa-
JIAHCUPOBaHHOW M0 YMCIY XPOMOCOM, Y4acCTBY-

WD

1

i

14 unug £

e

fi1

sn #8
21 22

e

N 1)
Y 19
b

X

IOIMX B TpaHC/IoKanuu. OO6pasymomascs mocie
OTJIOIOTBOPEHUsI 3UrOTa Oy[ieT HeCTH U30bITOu-
HBbII TeHeTUYeCKU MaTepuas, YTO IMPUBOAUT K
(hOpMHPOBaHMIO KapHOTHIIA C TPUCOMHEH TO Ofi-
HOM U3 aKpOL|eHTPUYeCKHUX XPOMOCOM, HarpuMep
46,XY,der(21;21)(q10;q10),+21 (pucyHok 5B).

Cuwuraetcs, uro o 5% ciyvaeB cuHzapomMa [la-
yHa SIBJISIFOTCS pe3y/bTaToM pPO6GepTCOHOBCKOM
TpaHC/I0Kaluu Mexzay 21 XpoMocoMaM# B rame-
Tax O/IHOTO U3 poAuTesield. B oTinume ot perysmsip-
HOM TpucoMuu 21, AaHHbIM BapyaHT SIB/ISETCS Ha-
c/leflyeMbIM U MOXKET TIOBTOPSITBCSI B JIaHHOM ce-
Mbe. PobepTCOHOBCKHE TPaHC/IOKALUU C y4acTH-
€M JIDyTMX aKpOL|eHTPUYeCKHUX XPOMOCOM MOTYT
MPUBOJUTH K (DOPMHMPOBaHMIO HecOanaHCHPOBAH-
HOTO KapHvOTHIIA TUI0/id, HECOBMECTUMOTO C KH3-
HbI0. JTO CTAHOBUTCSI MPUUYMHON MPUBLIYHOTO He-
BbIHAIIMBAHUs OepeMeHHOCTH Y BIIOJHE 370po-
BbIX pofuTesieit [22]. T1o 3Toii mpUuMHe TaKUM ce-
MeMHBIM I1apam I10Ka3aHo KapruOTHUIIMPOBaHUe [iIsi
YCTaHOB/IEHUSI ICTOUHHMKA TPAHC/IOKALUH B CEMBe.
IMocnexytoiyie 6epeMEHHOCTH [JO/DKHBI COMPOBO-
JKAATbCsl TMPOLIeAypOi TpeHaTaJbHON IeHeTHYe-
CKOM [IMarHOCTUKHU C Lie/Ibl0 aHa/lu3a KapuoTHIa
IJI0Ja ¥ CBOEBPEMEHHOI'O BbISIBJIEHUSI XPOMOCOM-
HOU aHOMaJTUH.

KiuHuueckue mnociefCTBUSI HOCHUTE/IbCTBA
Hec0a/IaHCHPOBAaHHBIX XPOMOCOMHBIX MyTaLMH

Hec6anaHcupoBaHHBIE XDPOMOCOMHbIE MyTaLliH
006/1a/1a10T BBIPA>KEHHBIM 1aTO/IOrM4eCKUM 3 dek-
TOM, TaK KaK COITPOBOXKZAIOTCS ITOTeper WiIv TIpH-
obpeTeHHeM W30BITOYHON TeHeTHUeCKod WHQOp-
Mauuu. VX K/acCuUKanyst U CUCTeMaTh3alys C
TOUKU 3peHUs] BO3MOXKHBIX K/IMHWYeCKUX 3(dek-
TOB 3aTpy/HUTe/bHa BBU/ly OTPOMHOIO UucC/a Ba-
PUAHTOB TEPECTPOEK C ydacTvem Jitoboi u3 23

I
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XPOMOCOM ueJIoBeKa Wiv X KombuHaiuu [14].

Cyl1iiecTByeT rpyrmnrma Hac/ie/[CTBEHHbIX 3aboie-
BaHUM C OTHOCHUTEIBHO BBICOKOM YaCTOTOM B MO-
My/ISLUA M CXOAHBIM MeXaHW3MoM (popMHpOBa-
HUS, TIONYUMBIINX HaMEeHOBaHUE «Je/lelJUIOHHbIe
cvHApoMbI». Kak criefyeT W3 Ha3BaHUS, TPUYU-
HOU 3TUX TIaTOJIOTHM SIB/ISIETCSI XPOMOCOMHAS Jie-
Jlelyisl C TOCUIeAYIOIIeld ToTepel OTAe/TMBIIerOCs
¢parmenTa. [laxke Ipy HAJTMUHUKA UHTAKTHOW TOMO-
JIOTUYHOW XPOMOCOMBI HabJTFOZIaeTCst BhIpaXKeHHast
K/IMHUUeCKasi KapTHHa, crieliuduuHas s KaKo-
TO U3 JleJIelIMOHHBIX CUH/IPOMOB. [1pr 3TOM BbIsIB-
JISIIOTCST ¥ HEKOTOpble 00II1e TPU3HAKU, TIPUCY-
1I[ié MHOTMM XPOMOCOMHbBIM 00/1€3H5IM.

OpHUM Y3 pacIpOCTPaHEHHBIX Je/el{HOHHbBIX
CUH/IDOMOB SIB/ISIETCSI CUH/[POM KOIIIaubero KpHKa,
BCTpeuaroluiicsi ¢ yactotoit 1:15,000 — 1:50,000
Cpeau >KUBOPOX/eHHbIX JeTei. KapuoTtum naru-
enToB 46,XY,del(5)(p15) mmu 46,XX,del(5)(p15) c
XapaKTepHOU Jiefieljiell TepMUHAIBHOM YacTH KO-
POTKOTO Tijleya XpOMOCOMBI 5 (PHCYHOK 6).

W3-3a aHOMa/IMK1 CTPOEHHs FOPTaHU U HEGA HO-
BOPOJKZIeHHbIe BO BpeMsl I71auya U3Jat0T XapaKTep-
HBIN 3BYK, HallOMMHAIOIIMNA Kollauuii Kpuk. laH-
HOe HapyllieHWe Tak)Ke TMPUBOAUT K TPYLHOCTSIM
MPY COCAHWH U [VIOTAHUU, UTO yCyryO/sieT 3ame/i-
JIeHUsi POCTa ¥ Pa3BUTHS B paHHEM HeOHaTaIbHOM
niepuozie. IIpy poXK/ieHUH BBISIB/ISIFOTCS MMKpPOL{e-
(banusi, MUKpOTHaTHsl, MHOTOUHC/IEHHbIe JIULIeBbIe
JucMop@UU: IIMPOKO paccTaB/ieHHble Ivia3a (TU-
TIepTeIopr3M), YIUIOIIeHHas! U IIMPOKast HOCOBast
Tieperopo/ika, OMyIlleHHbIe YI/IbI PTa, HU3KO T0ca-
JKeHHBIEe 1 BBICTYTIAfoIue yu u rp. Cpeiy coma-
THUECKUX TTOPOKOB Pa3BUTHsI OTMEUAOTCsI TUTIOTO-
HUS, cepfieuHasi U roueyHast He[J0CTaTOUYHOCTb, T10-
pakeHUe OTJebHBIX YUacTKOB T'OJIOBHOTO MO3ra.
Ha nipoTspkeHWu XKU3HU HAO/MIOIAaI0TCsl KOTHUTHUB-
Hble, peueBble 1 MOTOPHbIe HapyueHus [23]. I1a-
L[MEeHTHI C CUH/IDOMOM KOIIIaubero KprKa XapakTe-
PU3YIOTCSl CHM)KEHHOUM perpoAyKTHBHOW Croco6-
HOCTBIO U, KaK IpaBU/IO, HE MMEIOT MOTOMCTBa.
JTO 3HAUUT, UTO abCOMOTHOE OOJBIIMHCTBO CITy-
YyaeB CBs3aHO C MyTaluell de novo, BO3HUKILIEH
B ramerax OFHOTO W3 poAwTesed marueHTa. [Ipu
9TOM COMaTHuUecKHe KJIeTKH POZAUTeNel, 0ueBU/-
HO, He HeC/IM TeHeTHUeCKOW aHOMaJTuH.

BmMmecre c TeM B psifie ciiydaeB HecOaslaHCHPO-
BaHHasi XpOMOCOMHasl aHOMaJ/Iusl TiepefiaeTcsl To-
TOMCTBY OT pOAiUTesiel, KOTOpble caMu ObUTH HO-
cuTesiiMU  cOaNaHCUPOBAHHOMN TepecTporiku 6e3
KaKUX-TM00 COMYTCTBYIOIIMX OTKJIOHEHWH B CO-
CTOSIHUM 37I0pOBbs. Tak, B MeJUKO-TeHeTHYeCKOM
koHcynbTatud ['AY3 KOKB (r. KemepoBo) Ha-
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Omofjasiack TMaLyeHTKa C YaCTHYHOM TPHCOMU-
el 0 VIMHHOMY IIJIedy XpOMOCOMBI 2 C KapHuo-
tumnom 46,XX,der(9)t(2;9)(q33;p24)pat (pucyHOK
7A). JJoTIO/HUTEIbHBIN XPOMOCOMHBIM Marepual
y npobaHjia IPUCYTCTBOBA/ B COCTaBe IlepecTpo-
€HHOI XpoMocoMbI 9, KoTopasi Obl1a yHac/e[oBa-
Ha ot oTua. [Ipy 3TOM My>KUMHa MMesl B KAPUOTHUIIe
cbanaHCUPOBAHHYO TPAaHC/IOKALMIO C BOBJ/IEUeHH-
em xpomocoM 2 u 9. Ero kaprorum — 46,XY,t(2;9)
(q33;p24) (pucyHok 7B). My>XulHa He TOJIBKO CO-
XPaHWI PerpoAyKTUBHYIO CIIOCOOHOCTh, HO U He
JIeMOHCTPHPOBaJ KaKUX-TM00 OTKJIOHEHUH B pas-
BUTUM U COCTOSHUU 3[J0POBbsl, UErO HeJib3sl CKa-
3aTh O ero J04Yepu.

Ilpu pokaeHUU y 1eBOUYKH BBISB/IEHO TOpaske-
Hue LTHC cmelliaHHOTO TeHe3a 2-i cTereHu, oTMe-
yeHa runotrpodus 1-ii crenenu. B pononHeHue K
3TOMy Habmofanack NOCTTUNOKCHYeCcKas KapAxo-
raTust U MaJsible aHOMa/Iiu pa3BUTHUs cepjua (OT-
KpBITOE OBa/IbHOE OKHO, OTKPBITHIM apTepHasib-
HBIV ITPOTOK, aHOMaJbHas XOpZa).

IIpu ocMoTpe BpayOM-reHETHMKOM YyCTaHOBJe-
HO HEeCKOJIbKO JUCIIPONOPLIMOHAIbHOE TeI0C/I0-
JKeHHe 3a CueT YKOPOUeHWsl BepXHUX U HWKHHUX
KOHEYHOCTel, MHO)KeCTBEeHHble MHKPOaHOMaJIMU
passurust. ['osoBa fonvxoredansHol ¢hopmel. Ko-
POTKas 1esi, HU3KO PacCIo/I0KeHHbIe YIIHbIe PaKo-
BUHBI. JInieBble AUCMOP(UH BKIIFOUYAIOT YAJIMHEH-
HBII (PU/IBTDP, TOHKYIO BepXHIOIO I'y0y, KOPOTKYIO
y3[euKy s3blKa, TOTUUecKoe He6o, paclIvpeHHbIH
KOHYMK HOCa, TUIOTIIa3HI0 HIDKHEN YeToCTH.

Co CTOpOHBI KOHEYHOCTEH — KOCO/IaroCThb Cre-
Ba, BBICOKOE CTOSTHUE 2-T0 MajibLia 10 CPABHEHUIO C
OCTaJIbHBIMH, TUTIEPTOHYC BEPXHUX KOHEUHOCTEH,
I/IeY TIPUTIOAHATBIe, KUCTH CXKaThbl B Ky/IayKU C
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PucyHok 6.

KapuoTun c geneun-
el KOPOTKOro nieva
XPOMOCOMbI 5

Figure 6.

Karyotype with dele-
tion of the short arm
of chromosome 5 [24].

109



LECTURES

FUNDAMENTAL

AND CLINICAL MEDICINE VOL. 7, N2 1, 2022

IR

.Ill..ll TR

U
[yt
o

i §

1 s; if 8% 53 t!ﬂ 83 56 5

18

s 064D 09

8% 38 83

] xn

PucyHoK 7.

Kapuotun naymeHT-
KU1 C AepnBATUBHOW
xpomocomoit 9 (A),
YHacnefgoBaHHOM
OT oTua-HoCUTens
c6anaHcMpoBaHHOM
TpaHcnokauum (B).

Figure 7.

Karyotype of a pa-
tient with derivative
chromosome 9 (A), in-
herited from a father
carrier of a balanced
translocation (B).
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NpUBeAieHreM OoJbIIoOro manmbla. Mmeercs more-
peuHast JiafjoHHast 6opo3za.

JaHHbIM 1 pe/IbIAYLIMH C/Tyyail JeMOHCTPUPY-
I0T Ba)KHble 0COOEHHOCTY MpOosiB/IeHHs HecbanaH-
CHPOBAaHHBIX XPOMOCOMHEIX abepparuii. OHU MoO-
I'yT OBITH aCCOLJMMPOBAHEI C TIOPOKAMH Pa3BUTHH,
HO TIPH 3TOM He BCer/ia JieTanbHel. bosee Toro, Ha-
GmroziaeMble TIPU POXK/IEHUH U B [la/IbHEHIIeM aHo-
MaJIMy [JaJIeKo He BCeIryja MOTyT ObITh BBISIB/IEHB! B
xofie 6epeMeHHOCTH C MOMOLbI0 PYTUHHBIX OHO-
XUMHUYECKUX U Y/IbTPa3BYyKOBBIX HCC/IeZ0BAHUM.
OHy, TIO-BUAMMOMY, He HapyIIaloT HOPMajabHOrO
TeueHHsI PeHaTabHOTO Pa3BUTHSL.

B mocTHarambHOM Mepuofe OOBIUHO 3aMert-
Hbl MHOTOUMCJ/IEHHble AucMopduu, a Hauboree
pacrnpocTpaHeHHble TIOPOKM pa3BUTHS CBsI3aHbl
¢ IIHC u cepheuHO-COCYAUCTOM crucTemoii. Mak-
CMMasibHasi CMEepPTHOCTh HaOMIOJaeTcsi B IEpBbIi
roJ| 1mocjie pokAeHus. [Ipof0/DKUTeNBHOCTD K3~
HU Y HOCHTeJIeld TaKUX XpPOMOCOMHBIX abepparuii
00bIUHO cHIKeHa. Kpome Toro, B cry NCHXOHeB-
POJIOTMUECKUX U KOTHUTHUBHBIX 0COOeHHOCTeH Ta-
KHe /LA, KaK IpaBU/Io, HY)K/AalTCsl B ITOCTOSIH-
HOW oreke. [lajbHENIINM TTPOTHO3 3[0POBBS U
>KM3HU 3aBUCHT OT 0COOEHHOCTeH KOHKPETHOU My-
tary. CoBpeMeHHasi Me/IMLHA B COCTOSIHUM TaK
WIW MHaue KOMIIeHCUPOBaTh U/ AaXKe yCTPaHUThb

£

iy

9

MHOTHEe OTK/IOHEHHs ¥ TIOPOKH Pa3BUTHS, a peabu-
JIMTALIOHHBIE TIPOrPaMMbI CIIOCOOHBI TOBBICUTD
YPOBeHb IICUXOMOTOPHOTO pa3BUTHS, CTeNeHb aB-
TOHOMUWU U COLIMAZIbHOM afianTaliiy NalieHToB.

Kak cregyeT u3 U3/10)KeHHOTO, XDOMOCOMHbBIE
MyTal[[H, BLISB/ISieMble Y UeJioBeKa, OUeHb pas-
HooOpa3Hbel. CTO/b e IIUPOK CIEKTP UX BO3-
MOYXHBIX KIMHUUECKUX MposiByieHuid. CHanaHcu-
pOBaHHbIe MlepeCTPOMKU 3a4acTyI0 He BJIUSIOT Ha
3J0POBbE U PEIMPOAYKTUBHYIO CITIOCOOHOCTh HO-
curesneii. IIpr 3TOM coXpaHsieTCsi PUCK XPOMO-
coMHoro gucbanaHca y nmoroMmcrBa. HecbanaH-
CUpOBaHHbIe abeppaLyy, Kak MPaBUIO0, UMEIOT
BbIp@)KeHHBIN HeraTUBHBINA 3QQeKT Ha 370pPOBbe.
XoTsl B OOJIBIIMHCTBE CTy4aeB OHU COBMECTHUMBbI
C JKU3HBIO, HOCUTENIU [JeMOHCTPUPYIOT pasHo-
obpasHble TiCUXUYeCKHe U (U3UOIOTUUYECKUEe
OTKJIOHEHMS ¥ TIOPOKHM pa3BuTusl. biarozsaps me-
JULIMHCKOU U COLIMabHOM MOAAep>KKe KaueCTBO
JKU3HW HOCHUTEJIel XpPOMOCOMHBIX aHOMaJI|i T10-
CTOSIHHO TOBbIlIaeTcsl. TeM He MeHee, MPOJOJI-
JKATETBbHOCTD )KU3HU U PeNPOYKTUBHBIN IIOTEH-
1uas vl C HecbasaHCUPOBAaHHBIMU XPOMOCOM-
HBIMM aHOMAJIUSIMUA CHUJKEHBI, UTO YMEHBIIaeT
BEpOSITHOCTh COXPaHeHWs W JajbHeHIIero pac-
MpOCTpaHeHUss MyTaLWK B CJIeyIOMIUX TTOKOJIe-
HUSX.
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OYHAAMEHTANIbHAR
N KNUHUYECKA MEAULUHA

NEKLUU

IInist MUarHOCTHKY TaKWX T€HeTUUeCKUX aHOMa-
JIU He3aMEeHUMBIM SIBJISIETCSI [IUTOT€HeTHYe CKUI
aHa/IU3 XpPOMOCOM TialjieHTa. biarogapst TexHO-
JIOTHSIM TIpeHaTaIbHOW reHeTHUeCKOU JTUarHOCTH-
K{ B HaCTOsIlIlee BpeMsi BO3MOXKHO M3y4yeHHe Ka-
puUoTHNA /10 poXKAeHUs pebeHKa. B ciyuasix 06-
HapY)XeHUsl TsDKeJbIX W/WIN HEeCOBMECTUMBIMHU C

JKM3HBIO TIOPOKOB Pa3BUTHS, aCCOLMUPOBAHHBIX C
XPOMOCOMHBIMH abeppaLiiisiMi, BO3MOXKHO CBOe-
BpeMeHHOe TipephiBaHKe GepeMeHHOCTH. JTO MOo-
3BOJIsIET CHU3WUTh MaTepyasbHylo, (pr3nveckyro u
TICUXO/IOTMYeCKYyl0 Harpy3Ky Ha CeMblo U oblile-
CTBO B LIeJIOM W, OAHOBPEMEHHO C 3THM, YM€Hb-
LIATb TeHeTUUeCKHUH IPy3 MOMYJISIHH.
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