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Brenenune, Po0epTCOHOBCKME TPAHCIOKALLUM
(ROB) signsworcd ocobbiM THIIOM XPOMOCOMHBIX
NEPECTPOEK ¢ BOBJIEYEHMEM AKPOLEHTPHYSCKMX
xpomocoM 13, 14, 15, 21 1 22. OHM MOTYT HOCHTB
CHOpAIHYECKHH XapaKTep MM HACTENOBATLCH OT
QIHOrO M3 POLHTENEH — HOCHTENH NaHHOH Xpo-
MOCOMHOH nepectpoiiky. ObGpaszosanne ROB
NPOHCXOONT 34 CHET CAMMHHMA IIHHHbIX /184 aK-
POLEHTPHYECKHX XPOMOCOM C© OIHOBPEMeHHOM
notTepei oboux KopotTkux naed. Mo tuny gopmu-
poeaHuda painuuaT aea puna ROB — mMoHoueHT-
PHYCCKHE W IHLEHTPHYecKHEe, MoHoueHTpHYeC-
kKue ROB obpasyroTes 3 CHeT PA3PbiBa B KOPOTKOM
[UIEYE OLHOM H B IVTHHHOM IUJIeY ¢ ApYTroH aKkpoLgHT-
PHYECKOH XpOMOCOMBI C MoOTepeil UeHTPOMEpEI
(BENIOYMAH USHTPOMEDPHBIR TeTepoXpoMaTHH) -
HOMH 13 HuX, JuueHtpuuecke ROB obpazyworca
3d CHET PAIPLIBOE B KOPOTKKX IU1e4ax obeux xpo-
MOCOM MNPH COXPAHEHHH YYACTKOB LEHTPOMEPHO-
ro reTepoXpoMaTHHE M HHAKTHBALMH OJHOH H3
uenTpomep [1]. Yactora ROB cocramasier |1 Ha
1000 MHOMBMIYYMOB, TAKMM 0DpasoM, 3TOT THI
MepecTpoek ARIASTCH OAHOH M3 CAMbIX YACThIX
CTPYKTYPHBIX aHOMAHHA xpomocoM |2]. YkazauH-
Hble XPOMOCOMHBLIE NEPecTPOHKH He CBAZAHLL C
KaKHMH-TTHO0 AaHOMATBHBIMH (PEHOTHITHYECKMMH
NPOARIEHUAMM. IT0 OOBACHACTCH TEM, 4TO KOPOT-
KHE TUIEYH BCEX AKPOLEHTPHHECKHX XPOMOCOM
colepxar Hekoaupyowre catennnTHole JHK u
re’bl pubocomuoid PHK (185 u 285), noTeps ko-
TOPBLIX, NO-BHAMMOMY, He OTpamaeTcd Ha deHo-
THNE. TeM HE MEHEE HMCIOTCA NAHHBIE O TOM, YTO
MHAMBHIYYMBE ¢ ROB moryt Bxoaouts B rpyiny
PHCKS POXIECHHA IETeH ¢ MHOTOUHCIEHHBIMH XpO-
MOCOMHBIMY AHOMAUIHAMH H YHHUIAPEHTAILHOR
JNHCOMMER, 3 TAKKE M0 CIIOHTAHHKIM aboprycam [1].

ROB ¢ porneyeHHeM HETOMOIOTHYHBIX XPOMO-
COM cocTamAT okoao 90 %, Toroa Kak ¢ BoBneye-
HHEM TOMOJIOTHYHBIX XpoMocoM — He Gonee 10 %
[3]. Haubonee yacTeiMKu Cpean 3THX aHOMAaIKI B
obweid nonynsuuu saeasotcs rob(13g:14q) w
rob(14q;21q) — 76 u 10 % cooTeeTcTBeHHO. O0-
was yactora apyrux ROB ouenupaeTcs kak 15 %
u Huae [4, 5], Ormevaercs, 4ro npuMepHo v 5 %
nerei ¢ curaposom layia obHapysusacrea ROB
C BORAGYEHHEM XpOMOCOMEL 21,

B nuTeparype HMeeTcH NOCTATOUYHOE KONIMYECT-
BO JAHHBIX O TOM, 4TO Hanvune ROB ¢ sosneue-
HHEM XPOMOCOMEL 2] ¥ OMHOTO M3 POIHTENEH MOXET
NPHBOAKHTE K poXIcHHI0 peleHka ¢ TpUCOMMEH
no xposocosme 21 |1, 6]. Onucan takxe ciydail Mo-
auuHOH dopmbl 1pyx ROB B coueTaHMM © CHHI-
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pomosm [dayHa v kapuorunosm 45, XX, der(14q;
21q)/46,XX der(21q;21qg),+21 [7]. U3BeCTHO, 4TO
ROB ¢ popneueHiem xpomocom 21 1 22 v onHOTO
M3 PONMTENEH MOMKET NPHBOINTE K TPHCOMMH
IUTHHHOTO MJeY4a XpoMOoCOoMEbl 21 {CHHIPOM ﬂ.i‘l}’-
Ha) y npodaHaa [8].

Mpy MccrenoBaHHUKW MeXaHW3Ma obpasoBaHmua
TpHcoMun 21g v AeTed, pOIMTENH KOTOPBIX SB-
JsTes HocuTe s ROB ¢ rorRneueHMeM Xpo-
MOCOMBI 21, BELIO NOKAZAHO, UTO NPOLECe Hepac-
XOAUIEHMS B KIeTKax npofanisd NpoMcXoIuT B
meiioae 11, Torna kak obpazopanve ROB de novo
NPOMCXOAMT B naxurede | meiosza 1. Dror mexa-
HH3M oOpazoeanus ROB w nocnenyiouiero He-
PACXOAICHHA XPOMOCOM ¥ NPOGaHIa PacCMAaTPH-
BAETCH Kak Hawbonee wepodaTHbil [9]. OnHako
BONPOC O TOM, ABnAeTcH 1M Hatnude ROB onvmm
W3 FeHeTHYeCKHX (PaKTOPOB, BIHAIOWIMX HA He-
pacKOAACHHE XPOoMOCoM 2| M NOBLIIAIILIKX PHCK
poxneHud pebeHka ¢ cHHapoMomM JayHa, ocraercs
N0 HACTOH LSO BPEMEHH OTKPbLITLIM,

B nactoauueit paboTe NpoBeIeHo UHTOTEHETH-
YECKOE W MONEKYISAPHO-LUHTOreHeTHYECKoE He-
clenosanue penkoro cayyqas ROB ¢ BorneuennemM
XpoMocom 13 u 14 B covetaHnm ¢ cuHapomom lday-
Ha y pebenka 3 ner. Ha Base nonydeHHBIX JaHHBIX
Oblfld NPOBEIEHA OLUEHKA BOIMOXKHOMO BJIMAHMH
CTPYETYPHBIX anoMuini xpomocom 13 u 14 Ha He-
pacXOMIEHHE XpoMOCoMEL 21,

Marepuan v meroasl. Llutorenetnueckue M
MOJEKVIAPHO-UHTONEHETHYECKHE HCCIeL0BAHME
NPOBOAMIH HA NPENApaTax KYILTHBHPOBAHHBLIX
numdonnTors nepudiepuueckoi Kpoen npobana,
ero MaTepH 1 otua. ¥ npobaHia — JeBOYKH B BO3-
pacTe 3 18T, POXISHHOH OT RTOROH GEpeMeHHOCTH
(neppas — MeaMUMHCKMA abopT), HAONIIATHCE
MPaKTHYECKH BCE (PEHOTHNHYCCKHE XapaKTepHMC-
THKM CHHIpOoMa JayHa — ra0ckHid 3aTbLUT0K W JTH-
L0, KOPOTKAA L&, MHKAHT, MOHTOAOKAHBIN pas-
Pe3 rasHelx Wened, YMCTBEHHAA OTCTa0CTh. Po-
JMTEH He COODLLIAIT 0 KAKHXY-THD0 OCIOKHEHHAX
B xone DepemernHocTd. [lerouka poaunack B ro-
JIOBHOM NpeiexaHiM ¢ Maccoil Tena 3400 r, onm-
HOH 46 M, OKPY#XHOCTBIO TonoBsl 35 oM, OueHka
no Anrap Bewa 3/6. Mate ¥ oreu npobaniga He
HMEIH KAakHX-1HMB0 NPH3HAKOE HACAEOCTBEHHOH
NATOAOTHH, DPAK HepoacTBeHHBIH, TTpH anannze
TEHEANOTHYECKHX [aHHBIX ObII0 OOHapyXeHo,
UTO KAK N0 THHHKM OTLA, TAK H 110 THHHH MATEepH
B TPEX NMOKONEHHIX He HADMIOLATUCh BPOXIEH-
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. 46, XX, der(13; 14)(gq1{; gl 0},
+21

@ MATE NpoGaHIA
45, XX, der(13: 14)(gld; gld)

. MEOHUNWHCKHI a0opT

Puc. 1. PorocnoBsHan ceMbH

HEIE AHOMANMHM, HACNSICTBEHHAS MATONOTHSA M
CNOHTAHHbIE abopTveb! (puc. 1).

LiyroreseTHyeck it aHanH3 NIPOBOAKICH € NO-
MOLIBID CTAHAADTHLIX METOIOB ¢ HCKOTODBIMM
smoandmkaumnsamu | 10]. Onpenenenune npoMcxoH-
AEHWA TOMOIHWUTENRHOH XpOMOCOMBI 21 TIpOBO-
AHUAM HA OCHOBE MOPQONOrHYSCKOro aHanHiza
ocobeHHocTell xpoMocom 21 (HanwiMe,/oTCyTCT-
BHE H PA3MEPRLl CNYTHHKDE, PAIMEphl KOPOTKOIO
MIeya W T.L) ¥ NPoDaHLA, MATEPH M OTLIA, 4 TAKKE
NpPH MCNOMLIOBAHMM MOJEKVIAPHO-LIHTOreHETH -
YeCKHX METONOB, KAk onucaHo paree [11]. daa
MOJIEKYIAPHO-UMTOTEHETHHECKOTO HCC/IeI0Ba-
HHA NPUMEHATHM MeTon KoauuecTeeHHoi FISH,
KAK OTTHCAHO HaM#M paHee [12]. GuoopecueHTHYIO
rubpuananuio in situ (FISH) Ha wHTephazHbIX U
MeTahasHbIX XPOMOCOMHBIX MpPENapaTax nposo-
AWK MO PaHee ONUCAHHOMY TTPOTOKOY DbICTpOi
asyxueetorol FISH ¢ McnoabsosanMeMm opuri-
HAILHOH KOMEKLMH XPOMOCOMOCTELHHHYHBLIX
NHK npod Ha xpomocomb 13/21 1 14/22 [13—15].

¥ npoGanaa, maTepH M otua metorom FISH 6wi-
N0 UCCNeaoBaHo He MeHee 30 MeTadaiHbIN nnac-
THHOK ¥ aHaiusuposaHo no 200 uaTepdasHbIx
KAeTOK. KOMHYEeCTBEHHYIO OLEHKY WHTEHCHB-
HOCTH cHrHanos nocne FISH (onpenenenue nno-
HIADH TTOI KPHBBIMH MHTCHCHBHOCTEN ) [IPOBOIKITH
¢ HCIONLIOBAHUEM TTporpaMMel Scion Image soft-
ware (www.scioncorp.com) nocie undposoro 3ax-
BATd MHKPOCKOTMHMECKOnD H!}Dﬁﬂﬂ}ﬂéHHﬂ C HCMO b=
sopanueM CCD-kamepel.
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Pue. 2. dpyxuserosast uisopecLeHTHEN THODMIHIALIMA in
situ ¢ ueHTpOMEpHBIMH AnbporiHbiMie JHK soHaamu Ha
xposocomst 13/21 n 14/22 y npoBanaa (@) v ero mateps (4)

Pesyabratsl HecaenoBanuid 1 ux obcywaenne. B
PE3yiabTaTe CTAHAAPTHOTG UHTOICHCTHYCCKOIO
aHaiusa y npodanaa odHapyserdsl ROB c soene-
YyeHHeM XpoMocoM 13 M 14 B COueTAHMM C pery-
JApHOH TpucoMMel xpoMmocoMil 21 (kapuoTn
46, XX, der(13;14)(ql10;q10),+21). Ananus kapuo-
THMOE POIMTENEH NPOBAHIA MOSBONMI BhIARHTE
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Puc. 3. Cxemartnyeckoes HiohpakeHHE onpeaeIeHHA Mpo-
HCXOMIEHHA QOMOTHHTENHOH XposMocombl 21 y npobania
C NOMOLIBE LHTOMEHETHHECKOTO AHATHIA, XpoMocoma 21
COCNYTHHKAMH NPHCYTCTBYET KK V MATEDH, TAK M ¥ Npo-
Ganna (YHacneaosaHa npobaHaoM OT MaTep ). XpoMocoma
21 Ge3 CNYTHHEKOR W ¢ YMEHBINEHHBM KOPOTEHM ILIEY0M
TIPHCYTCTRYET ¥ OTIa W npodaHia (YHACTEI0RAHA TIpo-
DanaoM ot otua), Tpetes xposmocoMa 21 v npoBadaa He-
OTAHYHMA OT OIHOID M3 ToOMONOroE KAK ¥ MATEPH, TAK H
OTHA

ROB y matepH ¢ BORIeueHHEM XpoMocoM 13 v 14
npu Kapuorune 45, XX der(13:14)q10;q10). Lu-
TOTE@HETHYECKHWIH aHanM3 MoKalal OTCYTCTBHE
XPOMOCOMHBIX AHOMATHIA ¥ 0TUA NpodaHIa.

MonekynapHO-LIMTOreHETHYECKOE MCCIEI0RA-
HHe ¢ noMoibio anktonaneix JHK sonzos no-
Kasano, 4ro xpomocoma robl3; 14 kak v npobaxa,
TaK M ¥ MATEPH COACPHAMT 0Da yUacTKa LEHTpO-
MEPHOTO reTEpOXPOMATHHE, OKPYRAIOWErD LeHT-
poMepbl XxposmocoM 13 1 14, W cneloBaTenbHO AB-
nseres anuedTpudeckon (puc. 2 a, ). [Momumo
storo, FISH wccnenopaHre NMosgoaHIo onpene-
JHTB, 4TO AKTHBHAH LEHTPOMEPA NPHHALTEAHMT
xpoMocoMe 14, a UeHTpOMEpa XpoOMOCOMBI 13
HHAKTHBHPOBAHA.

MNoneiTka onpesenuTs NPOHCXOXKIEHHE OO0 -
HHTENBHOH XpoMocomel 21 vy npobanna c no-
MOLLBH LUHTOIEHETHYECKOID HCCASIOBAHHA 1103-
BOJTHIA HeTKO MISHTHOHUHPOBATE MATEPHHCKOE
H OTUOBCKOE NPOMCXOMKISHHE 1A IBYVX XPOMOCOM
21 u3 Tpex. Bonpoc o npoMcXo#IeHnH 10NonHK-
TenEHOH Xpomocomel 21 v npobaHaa ocTaBancs
OTKPBITHIM, TAK KaK 0Ha MOphOIOrHyecky HeoT-
JIMYHMA KaK OT OJHOH H3 XpOoMOCoM 21 MATEPH,
Tak M oTua (puc. 3). B ceazu ¢ 3tuM Ouia npoee-
IeH MONEKYAAPHO-LIMTOTSHETHYECKHA aHanMu3
MPOHCXOXKIALHHA JONOIHHTENBEHOH XPOMOCOM
21 y npobaHia ¢ HCNoNb30BaHHEM KOJTHYECTBEH-
HOW OLeHKH THEpHIH3AIMOHHEIX CHTHANORE (pHC.
4}, CpaBHMTEIbHBIH AHATH3 COOTHOILIEHHS MHTEH-
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CHEHOCTH CHTHAIOB Ha xpoMocomax 21 y npodaHaa,
MATEPH W OTLA BBIABHI, YTO JIMILUEL OIHA U3 XpO-
MOCOM NPOOAHIA HMEET OTUOBCKOE NPOHCXORKIE-
Hue. Caenosate/ibHO, HEPACXMKICHHE XPOMOCOM
21 npousouLio B Meidose 1 y Mmatepu, 1, BEPOATHO,
NONOIHUTETBHAS XposMocoMa 21 y npobadia umeer
MATEPHHCKOE TIPOMCXNOXKICHUE,

B HacTOosLSe BpPeMH OIMHUCAHO TONTBLKO IBA CIYV-
yag ROB ¢ BOHIeYEHMEM AKPOLEHTPHUCCKHX
xpoMocoM (KpoMe XpoMocoMiel 21) B coueTaHuM
¢ PEryaspHoi TpucoMueii xpomocomel 21, B pa-
Gore, onucasmei caydaid rob{14q;22q) oTuoec-
KOTO MPOMCXOHIEHAHT ¥ [JL"EEH Kd C DG!'}UIHHHUH
TpHCOMMEH xpoMocombl 21, oDcyxIaeTcs BO3-
MOMHOCTE BIAMAHHA CTPYKTYPHBIX TEpecTpoek
APYTHX XPOMOCOM Ha 0Dpa3oBaHHE TPHCOMKH 21,
D,'IHEJ,K[} dABRTOPEl HE NPHXOLAT K ONPEACTEHHBIM
BLIBOIAM MO NOBOAY CYIISCTROBAHWH l]ﬂ.ﬂﬂﬁ'liﬂrﬂ
athexTa, TaK Kak HE MPOBOIAMAN AHATH3 NPOMC-
XOAICHHH TOMOIHHTEIBHON XpoMocoMel 21 (oT-
HOBCKOID HIIH MEI'I'E[JHHEKEIFU}. 'C."Iﬂﬂ.}’ET OTME=
THTh, 410 rob( 14q; 22q) HabMIOMANACH TAKMKE ¥ TIRYX
cecTep W Gpata npobanaa [16]. Onucan Takxe
caydait rob(13q;14g) MarepHHCKOIo NPOMCXOxK-
NEHMA ¥V MaTbYMKA C PErylHpHOH TpHCOMME
xpomocombl 21 [17]. Oauako B 310 paboTe Tak-
e He OB MOAyueH OTBET HA BONPOC O POIM-
TENBCKOM TMPOHCXOARICHHH JONOAHHTENLHO
xpomocoMbl 21 y npobaHia, W CACHOBATENBEHO
MOJHOUEHHAd OUCHEKD BOIMOMHOIO BIHHHHH
rob{13q;14q) Ha obpazopaHue TpUCoMMH 21 He
NpEACTABIATACE BOIMOMHOM. KPOME' TOro, Mo-
JNEKYAAPHO-LUHMTOrCHETHYCCKHIE  aHANIM3  3THX
SIIYHACH TAKKE HE Gl MPOBEICH.

HeoGxonumo OTMETHTE, YTO BO BCEX CIYyYasaX
codeTanus Tpucomuu 21 v ROB ¢ yuactiem apy-
FHX dKPOLUEHTPHYECKHX XPOMOCOM BOBICHCHA
xpomocoma 14, Beicokas wactota ROB ¢ sosne-
HEHHEM akpoueHTpUuecKux xposocom 13, 14 u
21 110 CPABHEHHIO ¢ APYITUMH ODBIACHSIETCH TEM,
YTO UMEHHO MEAILY FTHMH XPOMOCOMAMM HAB1I0-
IAKTCHA peKoMOHHALWK B Meitoae [4], Mccnenora-
HHH BOIMOAKHBIX NPHYHMH BOJHHKHOBCHHA TRPHCO-
mMiu 21 ¥y DoneHBIX cHHapoMom JlayHa nokasann
BIAMMOCEASE HEPACXOAICHHMA C HADYIWEHHAMK
yacToTel pekomOuHatmu [18]. B ceaan ¢ 3tum
MOKHO 0DOCHOBAHHO NpeAnoIOKHTh, HTO HATH-
e ROB Mo®er KakumM-To 0bpasoM BIMATL Ha
NPOLUCCChl KOHBIOTALIHH, [EKDMF!HHEIJ.HH H CEr-
peraumi xpomocomsl 21 B xome melosa.

TSAN 0564-3783, Humaotozug u senemuna. 2004, Mo 6
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21 2] rob(13:14) 13
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21 21 21 13 rmob{13:14)

Pue, 4. KoanyecTeeHHE aHanM3 HHTEHCHBEHOCTH rHD-
PHAH3ALHOHHBIX CHTHANOB Xposocon 13w 21 y npobanaa,
Er0 MATEPH B OTUa (1018 rob(13;14) anannusnposani ToneKo
CHIHAN XpoMOCcoMEl 13). J1Bg roMoforiuHee XpoMOCoMEl
21 y MaTepy NpobaHIa HMEOT MPAKTHHECKH MIEHTHHEE
Mo HHTEHCHBHOCTH I'HEIJHJIHHHIIHOHHHE CHTHANKEL, T.€. 3TH
NPOMOCOMEl COEEPHAT OIHHAKOBOE KOMMUECCTBO KOMWHHA
catenamTHol (anedonoHoi JHK). Onnako ase xpomo-
coMB 21 ¥ OTUA OTIMHAINTCA N0 COLSRAHNI0 Anbonl-
Hoi JHK, aeMoHcTpHPYA TAK HAIBIBAEMBIH TeTEpoOMOp-
@HIM TOMONOrHYHEX xpoMocoy 21, Xpovocoma 21 oTua
ﬂpl:‘:rﬁ&l-t.[lﬂ C PEIKO YBETHWYEHHBIM MO HHTEHCHBHOCTH CHT-
HAROM, MODhOTOrHYECKH HEOTAHYHMARA OT OIHOH W3 Xpo-
MocoMel 21 MaTepu, oTeyTeTRYeT ¥ npobanoa. 3ot dakt
HCENMHOYAET OTUOBCKOE NPOHCXOXRICHHE HoDAROYHOA
xpoMocosmel 21, CnegopaTeabHo, npodind YHACNEAOBAN
ofe roMOTorMYHLE XpoMocoMbl 2] OT smatepd (Hepac-
NOMJIEHHE HA CTAIMH MeHo3a E}

B Hacrosieii pabore ¢ MCNO/Ib30BaHHEM MeTO-
na xkonuuectseHHoil FISH obnapyxkeno, uto y
npodaHLa 1oNoIHHTENbHAA XpOMOcoMa 21 HmeeT
MATEPHHCKOE TIPOHCXOKICHHE, H HEPACXOKIEHHE
npons3ouLo B Meiose 1. Kpome Toro, xpomocoma
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rob(13q;14q) Takxe MMeeT MaTepHHCKOE MpOMC-
XOMIeHHe, VUHTHIBAA MATEPHHCKOE TIPOMCYOMIE-
Hue ROB u fononHurebHoi xpoMocomsl 21 y nipo-
DaHLA, MOXHO NPeLnoJoXnTs, uto rob(13q;14q)
NpUEBEIa K OWOKE NpH peKoMOHHALIMK, YTO B
CROIO OYepelb MPHBEID K HePACXORISHHIO XPOMO-
com 21 B Mmeitoze L

Takum obpa3oM, HECMOTPA HA TO, YTO OMMHCHI-
BaCMasl COYCTAHHAA XPOMOCOMHAA AHOMATHA MO-
HET OBITH THILE COBMANSHHEM, HENb3Ad HMCEIH-
Tk BIHAHUA ROB ¢ pornevenmnem xpomocom 13
1 14 Ha HepacXoAUIeHHe XpoMoCcoMbl 21, npueo-
mswee K tpucoMan 21, CpaBHUTEIBHO HH3IKan
JACTOTA NOAODHBIX COUETAHHRIY AHOMANKE, Mo-
BUAHMOMY, ODBLACHASTCH TEéM, YTO 0DMeH nocue-
posareabHocTe) JHK B xone pexoMmMOMHAUMK
Mexy xpomocoMamu 13, 14 1 21 umeer cayuaii-
HBIH XapakTep. CHeloraTeNsHO, MOKHO 0DOCHO-
BAHHO BBICKAZATL IPEANON0MKEHHE O TOM, UTO HO-
cuten ROB ¢ sornedeHues xpoMocoM 130 14 1
JPYTHX AKPOLEHTPHYEC KUY XPOMOCOM, BEPOATHO,
COCTABMAIOT TPYNNY PHCKA POXICHWA IeTel ¢
Tpucomueid 21. Tonwko ¢ NnpHMeHEeHHEM OPHIH-
HAMLHOIG METONa KOIMMECTEEHHOH duaoopec-
ueHTHOH rHOpuan3anuy in situ (FISH) ¢ vcnonk-
sopaHuem JJHK 30H10B HA reTepoxpoMaTHHOBLIE
Y4acTKU Xpomocom 13, 14 1 21 MoxHO Obino no-
Ka3dTh, 410 xpoMocoma robl3;14 umeet matepuH-
CKOE NMPOHCXOMIEHHE W ABNACTCH JAHLEHTDH-
YECKO MpH HHAKTHBALMKW LEHTPOMEPH Xpo-
MocoMbl 14, JlononHMTenbHAs XpoMocoma 21 v
NPpOGAHIA TAKMKE MMETA MATEPHHCKDE NPOHCXOH-
JeHHe B peay/bTATE HePACNOKISHWA XpOMOCOM
21 8 nepsoM Melornueckom nenedun. Cnenosa-
TENBHO, MOAYIEHHBIE PEIVALTATHI NOATEEKIAIOT
NPEANOIOKEHHE O TOM, 9TO HaTWYHE pODepTCo=
HOBCKOH TPaHCAOKALMH, B dacTHOCTH robl3; 14,
MOAHO PacCMaTpPUBATEL Kak (hakTop NOBBIIIEH-
HOIO PHCKA HEPACKOXICHHA XpOMOCoM 21 W pox-
nenus pededHka ¢ cuHaposmosm Jayna. B sakmo-
HEHHE CNEAYET OTMETHTE, YTO BOIMOKHOCTL BIU-
anua ROB ¢ sosaesennem xpomocoM 13 14 Ha
HEPACXOAAGHHWE XpOMOCOMBL 21 HeobXomHMO
YYUUTBIBATE OPH NOCHSAVIOIIMX WCCASLOBAHMAX
MPHYHH HEPACKOXICHUH XPOMOCOM, MEIHED-TE-
HETHYECKOM KOHCYILTHPOBAHMH HOCHTENCH no-
nobHeix ROB, a Takxe npu npeHatansHoH auMar-
HOCTHKE MIAMIOB, POAWMTENH KOTOPLIX ABTAWOTCH

HOCHTENAMH HAHHBIX CTPYKTYPHBIX XPOMOCOM-
HBIX AHOMATHI,
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SUMMARY. We describe here a rare case of Roberso-
nian translocation 13;14 of maternal origin combined with
regular trisomy 21 (46, XX der{13;14)(g10;ql0)mat,+21)
with Down syndrome phenotype. Molecular cyvtogenetic
studies allowed us to determine the maternal origin of
additional chromosome 21 and the non-disjunction of
chromosome 21 to occur in meiosts [ On the basis of data
obtained we discuss the possible involverment of structural
alterations of chromosomes 13 and 14 in the chromosome
21 non-disjunction,

PEIFOME. Onucano piakicuuii sunagok poepreo-
HiBCkKOT Tpancnorauil 13; 14 MaTepHHCEKOrD NOXOLKEH HA,
AKA CIOMYHAETBCA 3 PEMVIADHOK TPHCOMIERD XPOMOCOMH
21 (46, XX, der(13;14)q10;q10ymat,+21) Ta deHoTHMIM-
HHMM NpoABaMK cHapoMa dayHa, MoaekynapHo-uuTo-
réHeTHYHE Tad UWTOTEHETHYHE JOCNIIKEHHA AO3BONMAK
FTACYBATH, WO J0JATKORE XposMocomd 21 ¥ IMTHHH CTa-
nack B Meios [y matepi. OBroBopRETHCH MOATHBICTE
BIUTHEY CTRYKTYDHHX AHOMANTH xpoMocoM 13 1a 14 Ha He-
POIXOOREHHA Xposocomy 2],
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