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Mo3aunyHblie HecbOanaHCMPOBaHHbIE TPAHCNOKauuK de novo:.
ANArHoCTMKa ABYX KIMHUYECKUX cily4aeB n 00630p autepatypbl

MuHbxeHkoBa M.E., MapkoBa X.I'., KyauHa H.1O., MNetyxoea M.C., MaTtioweHko IN.H., LUunosa H.B.
DrEHY «Meauko-reHeTUYecKnin Hay4Hbli LeHTp», MockBa, e-mail: maramin@mail.ru

MpenctaBneHo nABa cryyasi MONEKYNSPHO-LIMTOreHEeTUYECKOW AMarHOCTMKM MO3an4yHOro Kapuotuna ¢ HecbanaHCUMpOBaHHOWA
ayTOCOMHOI TpaHcoKaLmen 1 HopManbHO KNeToYHOM nuHneld. Cayyasi 1. NMauneHT o6cnenoBaH No NoBOAY 3a4ePXK MOTOPHOIO 1
NcUxopeyeBoro passuTus. Mpu cTaHAAPTHOM LIMTOrEHETUYECKOM UCCNeA0BaHNM ONpeaesieH HopMasbHbI KAPUOTHM. XPOMOCOMHbIN
MWKPOMaTPUYHbIA aHaNN3 BbIIBU AENELMIO y4acTka KOPOTKOro njeya XpoOMOCOMbI 8 1 aynavkaLmio AMHHOMO naeva XpoMocomsbl 10.
[ns Bepudukaumm noayYeHHbIX JaHHbIX 1 YCTAHOBIEHUS MPOUCXOXAEHMS XPOMOCOMHOro ancbanaHca nposeaeHo FISH-uccneposa-
Hve NpobaHaa 1 ero poauTeneii, Npu KOTOPOM Yy nauyeHTa Gbll yCTaHOBNEH MO3anLUM3M C ABYMS KIOHaMM KNEeToK: 77% KNeTok C He-
cbanaHcupoBaHHO TpaHcokauyeli n 23% KNeTok ¢ HopMasbHbIM MYXCKUM KapuoTunoM. Cayyasi 2. MauneHT ob6cnenoBaH npu pox-
[IEeHNN B CBSA3M CO MHOXECTBEHHbIMM NpU3Hakamu An3ambpuoreHesa 1 NoJo3peHMeM Ha CMHAPOM «KoLlaybero kpuka». MNpu cTaH-
[IapTHOM LIMTOreHeTUYeCKOM MccneaoBaHumn obHapyxeHa aepueaTHas xpomocoma 5. KomnnekcHoe FISH-nccnenosaHne npobanaa
NMO3BOJINIIO ONPEAENNTL MO3aULM3M C ABYMS KioHaMu kneTok: 88% kneTok ¢ HecbanaHCMpoBaHHOM TpaHcnokaume n 12% knetok
C HopMasibHbIM kapuoTunoMm. B pabote npmBoanTcs 0630p cnydae MHT, o6cyxaaloTcs BONPOCH AMArHOCTMKM MO3anyHbIX ClyyaeB
HecbHanaHCPOBAHHbIX TPAHCAOKALMIA U NPeAnoNoXUTeNIbHblE MEXaHU3Mbl X BO3HUKHOBEHNSI.

KnioyeBble cnoBa: HecbanaHcMpoBaHHas TPAHCNOKaLLMS; MO3anLM3M; IepUBaTHLIE XPOMOCOMbI; FISH-aHanus.

ABTOpPbI LEKNAPUPYIOT OTCYTCTBUE KOHPNKTA MHTEPECOB.

Mosaic unbalanced translocations de novo:
diagnosis of two clinical cases and review of the literature

Minzhenkova M.E., Markova Z.G., Kuzina N.Y., Petuhova M.S., Matushenko G.N., Shilova N.V.

Research Centre for Medical Genetics, Moscow, e-mail: maramin@mail.ru

We report on a molecular cytogenetic diagnosis of mosaicism with an unbalanced autosomal translocation and a normal cell line.
Case 1. The patient was referred for evaluation because of developmental delay. The karyotype of this patient was normal. Chromo-
somal micro-array analysis detected a terminal deletion of the short arm of chromosome 8 and a terminal duplication of the long arm
of chromosome 10. Additional FISH analysis showed an unbalanced translocation in 77% and a normal karyotype in 23% of cells.
Case 2. The patient was referred for Cri-du-chat syndrome. Chromosome analysis revealed a derivative chromosome 5. FISH analysis
showed a mosaic karyotype with an unbalanced translocation in 88% and a normal karyotype in 12% of cells.

Key words: unbalanced translocation, mosaicism, derivative chromosome, FISH-analysis.

deHOTUNMUYECKHUE TPOSIBIIEHUS] MO3aWYHBIX HecOalaH-
cupoBaHHBIX TpaHcaokauuii (MHT) 3aBucST Kak OT CTpyK-
Typbl XpOMOCOMHOW aHOMaJIUM, TaK U OT OCOOEHHOCTEei
MPENMYILIECTBEHHO TOpaxkeHHOW TkaHu. B ciyuae, ecinu
MO3aulM3M TIPUCYTCTBYET TOJIBKO B HEOOJIBILION YacTh KJie-
TOK COMaTMYecKOi TKaHU (HM3KOYPOBHEBBIN TKaHeCIellu-
(uIHBII coMaTUYecKuit MO3aulIn3M), (DEHOTHII, BEPOSITHO,
OyneT HOpMaibHbIM U, BO3MOXHO, XPOMOCOMHAsT aHOMaJIMSI
HUKOrga He OymeT auarHoctupoBaHa [2]. Ecau peub umer o

Brenenne

Mozanumsm — 3TO HaJIMYME IBYX U 0o0Jiee KIETOUYHBIX
JIMHUI C Pa3IMYHBIM XPOMOCOMHBIM HAOOPOM Y OJHOTO ye-
JnoBeka. Hawubosjee 4YacTo MoO3aulUM3M PETUCTPUPYETCS
B CJIy4asix C TOHOCOMHBIMU HapylieHussMu. Mo3andyHble Ba-
PUAHTBI, COYETAIOLIME KIETOUHBIN KJIOH C HOPMAJbHBIM Ka-
PUOTUIIOM M HecOaJaHCUPOBAHHOM TpaHCIOKAIMEH SIBIIsI-
IOTCSI KpaliHe peaKuMU COOBITHSIMU. PacmpocTpaHeHHOCTH
9TUX MO3aUYHBIX BApMAHTOB HEU3BECTHA, TaK KaK COMaTH-

YeCKUiI MO3auIM3M C aHOMAJIbHBIM KJIETOUYHBIM KJIOHOM
MOXET OBbITb He BBISIBJIEH MPU CTAHAAPTHOM IIUTOr€HETHYE-
CKOM WCCJIE[IOBAHUU BCJIEACTBUAE HEOOJBIION JNOIN KIIETOK
C aHOMaJIbHBIM KapuOTUIIOM, WM AaXKe MOXET paclieHUBa-
ThCsl KakK apTedakT KyJIbTUBUpOBaHus [1].

MOpaXeHUU 3HAYUTEIbHON 4YacTW COMATUYECKON TKaHU
BO3MOXHBI TU3MOP(MUY 1 TTIOPOKU Pa3BUTHS, a TIPU TIOPaXKe-
HUM TKaHEW roJJOBHOrO MO3ra, Harpumep, OyaeT Haboaa-
ThCSI YMCTBEHHAsI OTCTAJIOCTh. AHOMAJIWsI, CBS3aHHAsT TOJb-
KO CO CTPYKTYPHBIMU M3MEHEHUSIMU XpPOMOCOM B TOHajax
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(ToHa/JIHBII MO3anIIM3M), HE TIPUBOIUT K TOSIBJICHUIO aHO-
MaJbHOTO (PEHOTHUIIA Y HOCUTEJSI M OOBIYHO PaCIO3HAETCS
TOJIBKO T10CJI€ POXKACHUS ABYX I€TeI C aHAIOTUYHOM XpOMO-
COMHOI aHOMaJIMeH, 0O ¢ aHAJIOTUYHBIMU JIEPUBATHBIMU
XpoMocoMamu [3].

MarepuaJibl 1 METOIbI

AHaJI13 KapuOTHUIIa ALMEHTOB U UX poauTesieil ObUT BbI-
MOJIHEH Ha XPOMOCOMHBIX TMpernapaTax, MOJYYeHHBIX IO
CTaHIAPTHBIM TPOTOKOJIAM U3 KYJIBTYPHI JIUMQOIIUTOB Tie-
pudepruecKoit KpoBY ¢ TpUMeHeHUeM TudhepeHITNaTbHO-
ro GTG-okpanmBaHust MeTapasHbIX XPOMOCOM.
FISH-ananu3z ¢  ucnojb3oBaHUMEM  CyOTEJIOMEpPHBIX
JAHK-30110B Ha Xpomocomsl 3, 8, 9, 10 (Sub Telomere 5, 8§,
9, 10 pter/qter) oCylIeCTBISIN O TTPOTOKOIY, MPEITOXEH-
HoMy upmoii-ripousBoautenem (Kreatech, Hunepianmabr).
Mmnoroupetnyto FISH (mFISH) Bbimonnsiiu ¢ Habopom
24XCyte (MetaSystems, I'epmaHusi) mo mpoTokony dup-
MBI-TIpOM3BOANTENS. JleHaTypaluio W TMOPUIN3ALINIO TTPO-
BOIWJIM C HCMOJb30BAHUEM TMOPUAM3ALIMOHHON CUCTEMBbI
ThermoBrite (Abbott Molecular, CILIA). /I1s1 KOHTpoKpa-
IMBaHUST XPOMOCOM MCIIOJIb30BaIN (DIIyOpECeHTHBIN Kpa-
curenb DAPIL. MosnekynsipHO-1IMTOTeHETUUECKUI aHaIu3
MPOBOAMJIN Ha (IIyopeclieHTHOM MHUKpockore Axiolmager
M.1 (Zeiss) ¢ COOTBETCTBYIOIIMM HAaOOPOM CBETO(MUILTPOB
1 C MCIIOJIb30BaHMEM KOMITBIOTEPHOM TIPOTpaMMbl 00paboT-
ku FISH-uzo6paxenus (Isis, MetaSystems, I'epmanus).
XpOMOCOMHBII MUKpOMaTpUuHbIi aHamu3 (XMA) npoBo-
ouan Ha tuiatopme «Affymetrix» ¢ MCIIOJIb30BaHUEM OJI-
TOHYKJICOTUIHBIX MUKPOMATPUIL BBICOKOI roTtHocTH Cy-
toscanTM  HD  (Affymetrix®, CILIA), conepxaiuue
2696550 mapkepoB (1953246 HermonuMoOp@HBIX MapKepoB U
749157 SNPs) (Applied Biosystems). Bce cranuu nadopa-
TOPHOTO 3Tara aHaJn3a BBITOJHSUIA B COOTBETCTBUU C TIPO-
TOKOJIOM mnpou3Boguteiasi — Applied Biosystems. Ananu3
MOJIyYEHHBIX JaHHBIX OCYILIECTBISUIM C MCIIOJb30BaHUEM
nporpammbl Chromosome Analysis Suite (ChAS) (Bepcust
2.0). OueHka maTOreHHOCTU OOHapYXEeHHOro aucOanzaHca
MPOBOAMIACHE C UCIIOJb30oBaHMEeM 0a3 mgaHHbBIX OMIM,
ISCA, DECIPHER u DGV. KapuoTurn yka3aH B COOTBETCT-
BUM C MEXIYHAPOAHOU LIMTOI€HETUYECKOM HOMEHKIIATypOit
ISCN, 2016.

PesyabTaTnl

Cayuau 1. Tlaupent — 2 net 10 mecsitieB o0cie0BaH 1o
MOBOJY 3a€PKKU MOTOPHOTO U MCHUXOPEUYEBOr0 pa3BUTHUSI,
JuueBblx audmopduii. Ilpu craHAapTHOM LMTOr€HETUYE-
CKOM MCCJIeJOBaHMM KAapMOTHUIT TMAalMeHTa OrpeaeaeH Kak
HopMasbHbIT — 46,XY. XMA mnokasaja [geieluio yyacTka
KOPOTKOTO TJleya XpOMOCOMBI 8, 3aXBaThIBAIOLIYIO PAlOHbI
8p23.1p23.3, pazamepoM 9,3 MJIH M.H. U AYTUIMKALIMIO Yy4acT-
Ka JUIMHHOTO I1eya XpoMocoMbl 10, 3aXBaThIBAIOIIYIO paiio-
Hbl 10926.11¢26.3, pasmepom 14,5 mnn m.H. FISH-ananus
¢ ucnonb3oBanueM JJHK-30H10B Ha cyOTenoMepHble paiio-

HbI KOPOTKOTO U JJIMHHOTO TJIeY XPOMOCOMbBI § U JUIMHHOTO
ruieya xpomocoMbl 10 noareepaut naHHeie XMA, 1 Mo3Bo-
JIUJT  YCTAHOBUTb HECOAJAHCUPOBAHHYIO TPAHCIOKALMIO
t(8;10) (puc. 1A, b). IIpu 3TOM HEOXMIAHHO B XPOMOCOM-
HBIX MperapaTax M3 KyJbTypbl JUMOOLMTOB mepudepuye-
CKOI KpoBM MpoOaHa OblUT 00HAPYKEH MO3aWLIM3M C IByMSI
KJIOHaMU KIETOK: 77% KJIeTOK C HecOaJaHCHMPOBAaHHOI
TpaHcaokanueil u 23% KIETOK ¢ HOPMaJbHBIM MYXCKUM
KapuOTUTIOM, KOTOPBI OB TaKKe TMOATBEPKAEH TPU MC-
clenoBaHUM MHTepda3HbIX sIep HEKYJIbTUBUPOBAHHBIX
KJIeToK KpoBM IpodaHaa. FISH-uccienoBanue xpomocom-
HbIX MPEIapaToB POAUTENICH He BBISIBUIIO Y HUX TPAHCIOKA-
187078

Cayuau 2. TlaumeHT — 1,5 MecsilieB HampaBJieH Ha 00-
cJielOBaHKWE MO TOBOAY BPOXIEHHBIX MOPOKOB Pa3BUTHSI.
Ha ocHoBaHMM JaHHBIX OCMOTpa MPEANOJIOXEH CUHAPOM
«KOIIAYbero KpuKa» M MpoBeleH aHainu3 kapuortuna. [1pu
CTaHIAPTHOM LIMTOTEHETUYECKOM MCCIIEI0OBAHUN KapUOTHUIT
maupenTta: 46,XY,der(5)[46]/46,XY[4] (puc. 2A). Haa
UIEHTU(DUKALMY U XapaKTEePUCTUKU AePUBATHOI XPOMOCO-
MBI 5, a TaKKe OIpejie/ieHHUs] YPOBHSI MO3aulM3Ma TpoBee-
Ha komruiekcHast FISH-nnarnoctuka. ITpu aHanuse MHOTO-
uBetHoit FISH BbIsIBI€HO, UTO Ha KOPOTKOM ILIede Aepu-

m tel8p

Puc. 1. PesynbTat FISH ¢ JHK-30HOaMn Ha cyGTenomMepHble paiioHsbl
KOPOTKOr0 1 ASIMHHOIO Mjied XpOMOCOMbI 8 (A) 1 ASIMHHOIO neva Xpo-
mocomsl 10 (B).
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Puc. 2. A — dparmeHT MeTadasHol NNAaCTUHKM C AepUBATHON XPOMOCOMON
der(5); B — dparmeHT MFISH ¢ nepusaTHoit xpomocomoit der(5)t(5;9).

der(5)

Puc. 3. Pesynbtat FISH ¢ JHK-30Haamn Ha cy6TenoMepHble panoHbl
KOPOTKOrO Y AJIMHHOIO Mied XpOMOCOMbI 9 (A) 1 KOPOTKOro nieya xpo-
MOCOMbI 5 (B).

BaTHOM XpPOMOCOMBI 5 TIPMCYTCTBOBAJI MaTepuaj XpOMOCO-
Mbl 9 (puc. 2B). dayopeciieHTHas in Situ TUOPUAUBALIMS
¢ JIHK-30HmaMu Ha cyOTelloMepHbIe palilOHbI KOPOTKOTO U
JUTMHHOTO TIJIeY XPOMOCOMBI 9 1MO3BOJIMIIAa YCTAHOBUThH He-
cOaTaHCUPOBAHHYIO TPAHCIOKAIINIO MEXITY KOPOTKUM TUIe-
YOM XPOMOCOMBI 5 W KOPOTKMM TIIEYOM XPOMOCOMBI 9
(puc. 3A). Ipu ananuze uHTepdasubix saep (500) 88% xie-
TOK COOTBETCTBOBAJIO KJIIOHY C HeCcOaTaHCUPOBAHHOM TpaHC-
nokanueit t(5;9), a 12% XneTok — KJIOHY C HOPMaJbHBIM
MYKCKUM Kapuoturiom (puc. 3B).

Oo0cyxnenue

Ilo naHHBIM JTUTEPATYpPBI, K HACTOSILLIEMY MOMEHTY MMeE-
ercs onucanue Beero 18 cimyyaeB MHT, uTo cBUIETENILCTBY-
eT 00 ux KpaliHeil penkoctu B nomyisanuu [4]. KpaTkas xa-
pakTepucTHKa 16 paHee OMyOIMKOBAaHHBIX U IBYX MPEICTaB-
JIeHHBbIX B pabote ciyyaeB MHT npuseneHa B Tabmauiie.

YeTkyto (heHOTUIT-TEHOTUIT KOPPEJSIIMIO Yy TalMeHTOB
¢ MHT mnpocnenutb TOBOJBHO CJIOXHO M3-3a MO3aUYHOTO
COCTOSIHUSI XPOMOCOMHOTIO J1cOajlaHca B KPOBU U OTCYTCT-
BUSI JAHHBIX O HAJIMYUU TAKOU e aHOMaJIUM B APYTUX TKa-
Hsx. B psine pa6ot ans noareepxaeHuss MHT ucrnonb3oBa-
Jin aHanu3 GpubpobIACTOB KOXU, UTO B YCJIOBUSIX HallleH Jla-
OopaTopuu He MPEACTABIISIIOCHh BO3MOXHbBIM.

CoueTaHne HecOaJTaHCUPOBAHHOW TpaHCIOKAUM U
HOPMaJIbHOM KJIETOYHOW JIMHUM B KapUOTHUIE YeJoBeKa
MPEANOJOXUTEIBHO MOXET (POPMUPOBATHCS HECKOJIbKUMU
MyTSIMU B 3aBUCUMOCTH OT BOZHMKHOBEHUSI MyTalluu de no-
Vo WM yHAclleIOBaHHON OT omHOro u3 poauteneit. Ipen-
craBieHHble Hamu ciaydau MHT sBinsgioTcs o6pa3oBaBIlm-
Mucs de novo U, HaubosIee BEPOSITHO, UMEIOT MOCT3UTOTUYE-
ckoe mpoucxoxaeHue. [IpeanonoxuTeasHo, B U3HAYaIbHO
HOpMaJbHOM 3WUroTe B TIEPMOA MMTOTUYECKOIO MeIeHUSsI
MPOUCXOIUT OOMEH YYacTKaMU MEXIY HEroMOJOTMYHBIMU
XpoMaTUIaMM, a MX TOCJeAyloliee JeJleHUue MPUBOAUT
K (OpPMUPOBAHUIO HOPMAJIBHON M COAJIaHCUPOBAHHOM JIN-
HMiIl KJeToK. B mepuon pemaukaiuuu KjaeTka ¢ OJHOW U3
TPAHCJIOLIMPOBAHHBIX XPOMATU MOXET YyTPAaYyMBATHCS, YTO
B JaJbHEMIIEM PUBOAUT K MOSBICHUIO HOPMAJIbHOW U HE-
cbajaHCMPOBAaHHON KJIeTOUHOI mHuit (puc. 4A) [5].

B cayyae nHaciaencrBeHHoro npoucxoxaeHuss MHT npu
HOCUTEJILCTBE OJHUM W3 pOAMTENeil cOaTaHCUPOBAHHOM
TPaHCJIOKALIMU, MO3aUYHbIN KAPUOTHUIT MOXET ObITh PE3yJib-
TaTOM CEPUM TOCT3UTOTUYECKUX OIUMOOYHBIX COOBITHIA
B 3UroTe ¢ AepuBaTHOU XxpomocoMmoii. Ilpu coBmecTHOIlI-1
cerperaiuu obpa3yeTcsl rameTa ¢ OJHOI HOPMaJIbHOI XpO-
MOCOMOI1 M OIHOI AepuBaTHOM XpoMmocomoii. [Tpu omnomo-
TBOPEHMUU TaKOW raMeTbl 00pa3yeTcsl 3urota ¢ HecOalaHCH-
POBaHHOI TpaHCcIoKaluei. BeaencTBue mocT3uroTnyeckoi
MOTEPU AEPUBATHOM XPOMOCOMBI MPU CJIEAYIONIEM JACJICHUU,
MPOUCXOUT KOPPEKIMSI MOHOCOMUM TMyTeM IyTIMKAIUU
HOPMaJIbHOM XpOMOCOMBI W TOSIBJISIETCSI KJIETOYHBINA KIJIOH
C HOpMaJIbHBIM XPOMOCOMHBIM HabopoM (puc. 4B). Crour
OTMETUTDb, UTO B 3TOM KJIOHE OyneT HabaoaaTbCsi U30IMCO-
MM TIO TYTIJTMIMPOBAHHOM HOpMaibHOM XpoMocome. Tpe-
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TUI1 MEXaHU3M aHAJIOTMYEH TPEAbIIYIIEMY U TPOSIBIISIETCSI,
KOT/Ia UMEETCS 3UroTa ¢ IEPUBATHON XPOMOCOMOI U JBYMSI
HOpMaJIbHBIMU TOMOJIOTaMU, O0OPa30BaBIIAsICS B Pe3yyibTaTe
cerperauuu 3:1 poauteabckoit TpaHcnokauuu. [oreps mpu
KJIETOYHOM [EJICHUM HOPMAJIbHOM XPOMOCOMBI B OIHOM
KJIETKE U JePUBATHOM XPOMOCOMBI B APYTOii KIIETKE MPUBE-
JIET K TIOSIBICHUIO JIBYX Pa3IMUHBIX KJICTOYHBIX JIMHUIA
(puc. 4B) [8].

[ns oOHapyKeHMsI HU3KOYPOBHEBOIO MO3aMIIM3Ma II0
HecOaTaHCUPOBAHHOW TPAHCIOKALIMU TPU CTAHIAPTHOM
LIMTOTEHETUYECKOM MCCJIeOBAaHUM HEOOXOAMMO TPOBECTU
aHaJlM3 3HAYMTEJIbHOTO KOJMYecTBa MeTadasHbIX XpOMO-
COM, YTO SIBJISIETCSI TPYAOEMKUM MpoleccoM. OHAKO naxe
B 9TOM CJIyyae JAeTeKIMs MUHOPHOTO MO3alYHOTO KJIOHA HE
Bcerma IMpeCTaBsieTCs] BO3MOXHON BCJIEACTBUE HU3KOM
paspeliaroiieit crnocoOHOCTH Tj1a3a MpU XPOMOCOMHBIX T1e-
pecTpoiikax pa3MepoM MeHee 5 MJIH I1.H., WU TIPU HATUYUU
TPAHCJIOLIMPOBAHHBIX CETMEHTOB 00Jiee KPYITHOTO pa3mepa,
HO ¢ MACHTUYHBIMU IuddepeHIIMalIbHOMY OKpalliBaHUIO
¢dparmentamu. Tak, Hampumep, B ciaydae 1, HeCMOTpsl Ha
JIOBOJIbHO KPYITHBIE TPAHCIOLMPOBAHHBIE CETMEHTHI JIepPH-
BAaTHOW XpOMOCOMBI 8, MEepBOHAYAIBHO MPU CTAHIAPTHOM

LIUTOTEHETUYECKOM MCCIEOBAaHUM BO BCEX KJIETKaX ObLI
YCTaHOBJIEH HOPMAJIbHBIM KapUOTHII.

Hcnonb3oBaHue BbICOKOPA3pelIAlOIMX MMOJHOIT€HOM-
HBIX METOJIOB ITMArHOCTMKM XPOMOCOMHBIX aHOMAaJIWi, Ta-
Kkux, kKak XMA, M03BOJIIET MOBBICUTh YPOBEHb NETEKIMU
cayyaeB MHT, Ho He Bcerma gaeT BO3MOXHOCTh IIPaBUJIBHO
OLIEHUTb pe3yJibTaThl aHaau3a. [IpumevaresbHO, YTO MPHU
nccaenoBanuu odpasua 1 metomom XMA ObL1 BBISIBIEH
XPOMOCOMHBIN UcOasaHC, HO HE YCTAaHOBJIEH MO3aUIIM3M
110 HOPMAJILHOMY KJIOHY, KOTOPBIi B JAHHOM CJly4ae COoCTa-
Bun 23%. Tombko npumeHenuwe FISH-anammza momoriio
0XapakTepu30BaTh  CTPYKTYPY JEPHUBATHBIX XPOMOCOM
B 000MX Clly4yasiX M OMpEAeNUTb MPOLEHT MO3aulu3Ma Ha
0OJIBIIOM KOJIMYECTBE KaK KYJIbTUBUPOBAHHBIX, TaK M He-
KYJIbTUBUPOBAHHbBIX KJIETOK.

Hecmotpst Ha TO, 4TO MO3auLIM3M C HecOaTaHCUPOBAH-
HOI TpaHCJIOKalued 1 HOPMAIBHOW KJIETOYHOM JIMHUEN —
SIBJICHUE YPE3BbIYAHO PEAKOE, KaXIbli TAKOW CiIyvaid 10J1-
>K€H OBITh 3aPETMCTPUPOBAH U ONMKCAH, TaK KaK UMEET 00JIb-
1Ioe 3HayeHue I YTOYHEHMSI MEXaHWU3MOB, JeXalluxX
B OCHOBE (POPMUPOBAHUS ITUX XPOMOCOMHBIX aHOMAJIUIA.
Hecomuenno, qis kadectBeHHO# nuarHoctuku MHT nHe-

Tabmmua
XapakTepucTuka csiy4aeB MO3aUvHbIX HecOanaHCUPOBAHHbIX TPaHCNOKaLUui
Ne KapunoTtun KrnoH ¢ MHT (%) | Mpouncxox- deHoTun ABTOD,
KINK/ * K nexHve rog nyoénukaumm
47,XX,der(9)t(9:9)(p13;934) /47 ,XX,+mar/46,XX 100/* 84 de novo Hopma Tsien et al., 1991 **
2 | 45,XX,-15,-18,der(18)t(15;18)(q13;923)/46,XX 84/* 67 HeunssectHo | CwuHpgpom lMpage- Powell et al., 1991**
pa-Bunnn
3 45,XY,-7,-15,der(7)t(7;15)(q34;q13)/46,XY 20/* 20 HeunssecTHo | M, YO, nurmeHTauus Pellegrino et al.,
KOXW 1995**
4 46,XX,der(15)t(3;15)(q11;p11)/46,XX 0/*45 de novo M, YO Stallings et al., 1997**
5 46,XX,der(4)t(4;15)(q35;922)/46,XX 78 de novo MBIMP [5]
6 46,XX,der(3)t(3;14)(q29;931)/46,XX 83 de novo 3MMP, YO, cynoporu [6]
7 46,XY,der(5)t(3;5)(p26;935.3)/46,XY 32 de novo |3IMP, YO, runotoHus [71
8 46,XY,der(22)t(11;22)(g23.3;911.2)/46,XY 0/*4,6 CeMeiHbIn M, YO [8]
9 46,XX,der(10)t(6;10)(p11;p11)/46,XX 4,7/*0 de novo Hopma Petkovic et al., 2003**
10 | 46,XY,der(11)t(10;11)(q26.13;924.2)/46,XY 87 CemeliHbli M, YO [9]
11 46,XX,der(22)t(8;22)(q24.2;p10)/ 46,XX 50 HeunssecTHO Hopma [9]
12 46,XX,der(11)t(6;11)(g26;924.1)/ 46,XX 60 de novo M, YO [9]
13 46,X,der(Y)t(Y;13)(q12;931.3)/46,XY 40 de novo MBIMP [10]
14 46,XY,der(8)t(8;13)(p23.1;q14.3)/ 46,XY 10 de novo OM, YO, anunencus [4]
15 | 46,XX,der(22)t(11;22)(g23.3;913.3)/46,XX 22,7 HewnseecTHO Hopma [11]
16 46,XY,der(18)t(1;18)(q32.1;921.3)/46,XY 7,3 de novo 3MMP, nuuesblie M [12]
17 46,XY,der(8)t(8;10)(p23.1;926.11)/46,XY 77 de novo 3MmMP, AM Cnyyai 1
18 46,XY,der(5)t(5;9)(p13.3;p 22)/46,XY 88 de novo CvHAOpOM “Kollaybero Cnyvai 2
Kpuka”
Mpumevanune. KIMK — kynbTMBMpOBaHHbIE NMdbOLUMTLI Nepudepunydeckon kposu; PK — dpurbpobdnacTsl koxu; M — auamop-
dun; YO — ymcTBeHHasa otctanoctb; MBIP — MHOXeCTBEHHbIE BPOXAEHHbIE MOpokn pa3sutug; 3NMP — 3agepxka ncMxomo-
TopHoro passutus; BIMC — BpoxaeHHble Nopoku cepaua. ** Ccbinku Ha cTaTbi npeacTasneHsl B pabote [4]. B cnyyasx 8, 10 —
Martepu SBAS/INCb HOCUTEeNbHULAMK cH6anaHCMPOBaHHOW TpaHCoKaLunumn.

ISSN 2073-7998

49



KIMHNYECKUE CNYHAMN

A %Kxx

s %Lx

MET03

PP

pemmmumﬂ

MelioTHYeckas
cerperanus

raMeTsl

3HTOTHI ﬁ H " E
D <

(xoppexnun
MOHOCOMHH)

Puc. 4. MpeanonoxurensHbii Mexarnam dopmuposarng MHT:

A — de novo (apanTupoBaHo 13 paboThl [5]);

B — BcrneacTBMe MeroTMYECKO COBMECTHOI-1 cerperauum npy cbanat-
CMPOBAHHOI TPaHCAOKaLMK Yy OIHOrO 13 POAMTENeit (aaanTMpoBaHo 13
pab6oTbi [8]);

B — Bcnencteue melioTrdeckoit 3:1 cerperaumm npu cbanaHcMpoBaHHOM
TpaHCoKauumM y OfHOro 13 poauTenein (anantupoeaHo 13 pabots [8]).

ljlyllﬂll(alllﬂ

00XOMMO MCITOJIb30BaTh MOJTHBIN KOMITJIEKC METOAOB LIUTO-
TeHETUYECKOT0 MCCAeJOBaHUS, BKIIOYAIOIIUI CTaHAAPTHBII
aHaIU3 KapuoOTHUIIA, MOJEKYISIPHO-IIUTOIEHETUUECKYI0 U
MOJIEKYJISIpHYIO nrarHocTuky metogamMu FISH n1 XMA.
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