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OMUCAHWE CNYYAS AENELMMN
KOPOTKOTO NNEYA XPOMOCOMB
21 (21p-) (CHRISTCHURCH
CHROMOSOME), BbISIBJIEHHOTO
NPEHATAJIbHO: KITMHUYECKME
N UUTOrEHETUYECKME JAHHBIE

{Tpedemagtents peavasmams WHMOEHEMUNECKOG HCCTe-
dOsEHUA SUPCUR IGKERTE 4 KYRT6MYPal aMHUOKEMOs nioda
22 Hed © MHOMCECIEEHNBLMU SPOMCOEHHELME NOPOKEMU POIRITUR
(MBITP), sutnetentbiMy 0o VARMPAIEVKOSOH GUaeHOCmUKE.
B kapuomiine wiodd ofNapyycess omcymomeie Kopomioeo
HAeHa OdHeRD W3 2oMonnaoe xpasocossl 21, ARaiozumnan xpo-
MOCOME SHAEIENT HPH RUMOSESHEMUYeCKoM Ucciedosaniy
ALMBOUUMOE KPORY (PEHOMURUMECK I HOPMAIRHOZ) MU Hpo-
fanda, Joawweiwer woctedpegnue sapuomuna omuya FISH-
MemDdoM ¢ kenoaiosanues opusunatinx JTHEK- npof ofiva-
PYNCHAD OMICYRICMEUE CYOMEIOMEPHB IHOHDE KopomKoao
rrewa xpomocomal 21, umo ModcWo pacyedusams Kak dete-
i, Beickazano npednoioscenne, wma sgbecm nososenrus
2EHOE I HX G30UMO0EHCIENe MOZYM LEPAMs PEUHTIOWNN0 Podb &
godnuickogenun MEBITF y naoda npu nepedaye emy om sdoposax
podumesai xposocoms 2lp—.

@ JLB. TABOKHHA, C.I. BOPCAHOBA BJL 3¥KHH,
HHW. COMKD, BM. IMHYEHKO, BB, BECENOBCKMA,
AM. BHYKOBA, T.B HHEWUTYHHA, LG, KOPOBR, 2004
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Beeaenme. TIpuHATO CYMTATH, YTO WIMEHEHHE
Pa3IMEPOE TETEPOXPOMATHHOBBIX PaHOHOB, Kak
NpaBKMIO, He BACYET 3a cODOH NocHelcTBHR LnH
OPraHu3Ma M JIEXUT B OCHOBE HOPMATLHOIO Mo-
aumophuiMa xpomocoM. ONHAKO MMETes Had-
MIONEHMA, YTO HEKOTOPBIE CAyY4aM aHOManMii y
YeOBEKa (BPOXIEHHKIE NOPOKH PA3BUTHSA, HAPY-
LWEHHE PENPOLYKTHBHOW PyHKUMH W 4p.) MOryT
COMETATBCH € IKCTPEMANLHBIMM BAPHAHTAMM B
pasmepax xpoMocow [1]. BapuabensHocTs Kopot-
KHX TUI€Y aKPOUEHTPHYECKHX XPOMOCOM (YBEJIH-
UEHME PAIMEPOB CITYTHHUKOB, CIYTHHYHBIX HUTE,
NMPULEHTPOMEPHOTD TETEPOXPOMATHHA AHG0 MX
YMEHBLLIEHHE BILIOTE 10 NOJIHOIO HCYE3HOBEHUA )
JABMCHT 0T BapHaGebHOCTH MOCTEN0BATEIbHOC-
Teil AJHK, dopMmupyioieil 31 peruonsl B re HoMe
yejopeka. Mo naddeiM Nielsen et al. [2], yacrora
BCTREYAEMOCTH HHAWBHIYYMOB C [IefIelMel cnyT-
HuKoB (Dps- win Gps-) cocrasnser (,5—1,0 na
1000, Yncno nybiankauui, B KOTOPLIX TaHA MOae-
KYIAPHAA XAPAKTEPHCTHEA IKCTPEMANBHBIN XPo-
MOCOMHBIX BAPHAHTOR C NOTEPEH KOPOTKHX niey
H USHTPOMEPHOIO IeTepOXpOMATHHA AKPOLEHT-
PUKOB, KpaiiHe mano [3—6,], xoTa oueEnIHO, UTD
HAKOTUTEHHE TAKOrO pojia HabmogeHWi no3soauT
OTBETHTL HA BONPOC O NPENEnax TONEPAHTHOCTH
OPraHu3IMa K KoneDaHHaM B KOITHYECTEE NOCHEL10-
patensHocTed JAHK, dopmupyioweit sapyabens-
Hble perdoHbl xpoMocomM. MonekyiapHli cocTan
KOPOTKHX TLIeY aKpPOLEHTPUHECKMN XPOMOCOM
OMUCAH B JeTAIAX. 3TH PErHOHbI BETHOYAIOT MHO-
FMOKpaTHO NOBTOPHIOWHCCH MOCHCI0RATENBHOCTH
JHK, rakue kak anwda-catenivTsl, KIACCHYSCKHE
caTennMThl 1 ¥ 3, DeTa-care/inThl, TeIOMEPHYIO
JHK w JHK, konupyiouyio puiocoOMaIbHYID
PHK [3].

MaTtepuansl u MeTOILI. ¥ ILTPAIEYKOBOE HCCE-
nopanue (Y3H) nnoga nporoauiu Ha ckaHepe
HDI 1500 ATL (CLUA) ¢ ucnoabloBaHMeM KOH-
BEKCHOIO IWMPOKONOIOCHOTD TPaHCOKCcepa <
yacToToi 5—2 MIu. MaTtepnan ansa UHMTOreHeTH-
YeCcKOH THATHOCTHEM NIOAA NOAYYEH B pe3yiLTaTe
TPAHCADIOMHHATBEHOTD AMHWHO- M MIaLeHTOLEeH-
te3a, ObpaboTky GMONTATA NAALEHTB M ero Kpar-
KOBPEMEHHOE KYJIbTHEHPOBAHME NPOBOIHIAN N0
CTAHAAPTHEIM MeTogam. KynwTypy aMHHOUWTOB
MOAYYANH COMAacHo OBLeNPUHATOMY NPOTOKONY.
XPOMOCOMHBIE TIPEMAPATH OTL, MATEPH H 3L0P0-
Boro cubca GuLTH NonyueHsbl U3 AUMEPOLUTOB Me-
pudepryeckoil Kpoed. [na  noaydeHusa meta-
(hasHbIX XPOMOCOM HCIONb3OBANH CTAHIAPTHYIO
TeXHHMKY ¢ 00padOTKON KOIXULHHOM, THIIOTOHH-
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yeckoi o0paloTkoii M MEeTAHOI-YKCYVCHOH (HK-
CaumHei, U.HTUI'*.-‘HETH‘-IECKUE HCCNenoBaHHe META-
haIHBIX MIACTHHOK KJIETOK BOPCHH MAALEHTHI,
dMHHOUHUTOB H .’I}"EMﬂ}(JI.I.HTDH OCYLCCTRIAIH ©
npuMeHeHHeM G- H C-meTonos aidubepeHiinansb-
HOIO OKpallIMBAHHA XPOMOCOM 110 AUTHHE [7] M aHa-
JTH3ATOPA XpoMocoM «MeTackaH-2» NMPOHM3BOICTRA
thupMel «OnTpoHs (YKpauHa).

Hdna FISH-OMarHocTHKH HCMOABIOBAIH Ke-
TOYHBIE CYCINCH3IHH RHMdJOuHTDB KpOBH OTLA
npodaxaa, PUKCHPOBAHHLIE B METAHOI-VKCYCHOR
kucnote (3:1). Mubpuanszanus in situ nposeneHa
CO crieuuguyeckMu K 21 -l xpomocome anshoua-
HbIMH, BeTa-CATEMIMTHRIMH, KJACCHYECKHMM Cca-
Te/UTHTHLIMHU W TenoMepHeiMu JTHK-npobamu na
KOMIeKUMH UHTOreHeTH4Yeckol nabopaTtopHil
HaloHATEHOTO LEHTPA NEHXHYECKOT0 310POBLSA
PAMH (r. Mockgea, Poccua) [6]. Tudpuanzaimio
in situ OCYUIECTEIANH COTNACHO NPOTOKOY, ONK-
caHHOMY noapodHo padee |8, 9]. s feHaTypaLmH
spomocoMuoi JHK npenapatel ¢ (hMKCHMPOBAH-
HBIMK KIeTKaMM gervapatuporanu B 70°, 80" u
100° 3THI0BOM CITMPTE B TEYEeHHE 2 MHH B KAXIOM H
BICYIIHBANH Ha posayxe. JJHK npobsr Geuin Ha-
HeCEHBbl Ha Npenapartbl B KOHUeHTpaunu 20—30 ur
B 10 Mk rubpuanszaunontoroe pacteopa. INocae
HanecenHs JHK npof Ha npenaparsl XpoMocom
NPOBOAWIACE HX COBMECTHAS JeHATYPaLWsa MpH
Temnepatype 75 °C B reyenue 5 mun. [Nocnenyio-
LY FHOPUAM3ALMIO ¢ BRICOKON M cpenHei cre-

MEHBK) XECTKOCTH OCYIIECTHB/AIH I[DH 42
37 °C coOTBETCTBEHHO W OTMBLIBKOI ITpenaparos
B 50%-nom dopmamune, 2x85C B reyenme 15 Mun
npu 39 °C. JleTekumio MeyeHHBIX GHOTHHOM Npob
JHK npoHssoinin ¢ HCNOAbIOBAHHEM CJIOHA
thmwopecuerH-asHaMHa («Sigmas). Moentudim-
KALMIO XPOMOCOM OCYILECTRIAIHM C TMOMOUILK
DAPl-okpawmpanus. s duoopecleHTHOR
MHKPOCKONHHM OBITH HCMONLIOBAHEL CIENVIO-
wme unetpol (Leica Mikroskopie und Systeme
GmbH): A (Ne 513596) ans DAPI dnwopecues-
wam; I3 (Ne 513719) wnn GR (MNe 513821) mwas
thmopecleH MM CHIHANOB MPONHIMYMHOINIA
WM haloopeclerHa.

PesyabTaThl HCCASIOBAHMH H HX 0DCYRIeHHe,
[Mpu ¥3H noetopHo GepemeHHOH 26-1eTHeil
HEHIUMHE B cpoke 21—22 Hen y rioja KeHCKoro
1oa OpnH OBHAPYKEHEI MHOKECTBEHHBIE BPOMK-
JEHHBIE MOPOKH PA3BMTHA: AXOHAPONIA3NSA, AW-
aparManbHa IPhUKA, NBYCTOPOHHAA [MHEN0K-
TasndA. bepeMeHHoCTE: OblTa NMpEpRAHA MO MEIH-
KO-FEHETHYECKHM MOKAaHHAM B 24 HEI, AHArHO3
BePHPHLUMPOBAH NIATOJOTOAHATOMOM.

Ho npepeiBaHus DEPEMEHHOCTH C NOMOILLIO
HHBAIHBHBIX METOAOB AHATHOCTHEKH ObLI yeTa-
HOBJIEH KapHOTHI naoma — 46,XX,21p— (puc. 1).
AHATU3 XPOMOCOM, OKpalleHHBIX auddepen-
HHATEHD C—MET‘DJ].GM, NOATEERAWT TOAHOE OT-
CYTCTBHE KOPOTKOIO 1uieya xpomocomsi 21 (rete-
POXpOMATHHA CINYTHHYHBIX PAHOHOB M YacTH
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Puc. 1. Kapuotun npobanna 46 XX, 21p—, 10-aHepHan KyAbTYPA AMHHOLMTOBR NOAYVYEHA M3
OKONCMIOAHKIX Bot, G-Meton andideperumansHol OKPACKH xpoMocoM, XpomocoMa 21p—

obosnauena [J
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Puc. 2. Kapuotun otua npoBanga 46, XY,21p—, kvasTypa AusdounTon kpond, G-meTton
nHpepeHIHANBHOR OKPACKH XpoMOCoM. XpoMocoMa 2 1 p— oboaHaueHa [

Puc. 3. Kapnorun orua npodangs ¢ xpomocomoi 2 lp—
nocne rHbpuansaunn ¢ ankporarsive JHK npobasu
(D3Z1/D21Z1). MoXHo BHASTE MANeHBKHA THOPHINH-
FAUMOHHBIA CurHan B xpomocome 2lp— (oDo3nauven
CTPENKOH), VKA3lbIRAKIMWA Ha IeneUvio anbpoHIHO
JHK wentposepst, n TpH GOAbIIKHX CHIHANA B HOPMATh-
HBLX xposocosax 21, 13, 13

LEHTPOMEPHOTO reTepoxpomMaTiiHa). Pe3vibTaThl
AHANH 3 MeTahazHBIX XPOMOCOM THMEOLHTOB ne-
puibepuyeckoii Kposn pomuteneit W cubea okasa-
MHCh CAEIVIOLIMMH: KapHOTHI Matepd — 46, XX,
KapHotun otua — 46, XY.21p— (puc. 2). Kapuo-
THN cubca — 46, XY. CrenopateabHO, XPOMOCOMa
21 ¢ yTepsiHHBLIM KOPOTKHMM TIIeMoM ObiNa yHace-
OOBAHA [1040M OT PeHOTHITHYECKH L0POBOTO
oTHa.

MosekyaapHas XapakTCpPHMCTHKA BapMaHTa
21p— Oelna nonyyeHa Ha AMMQOUMTAX KPOBH OT-

28

g npodadia B pesyiasTaTte nposescHud duawo-
pecueHTHOH rHOpHan3aumy in situ ¢ JHK-npo-
Gamu, crneunHUHBIME K KOPOTKOMY [L1e4y W
UEHTPOMEPHOMY Y4acTKY Xpomocomsl 21 {Teno-
MepHble, DeTa-caTe/IMTHBIE, pHOOCOMANBHBIE,
KNACCHYECKME CATeIHTHBIE W anbhoMIHbE
JHK-npobs). MonoxutensHas JHK rudpuon-
JUMA HADMIOLATACE B LEHTPOMEPHOM Y4acTKe
fnpH HenoidbiosaHud ansonanoil JHK-npoGb
(DI3Z1|D21Z1), cneumdyyHOl LIS reTepoxpo-
MAaTHMHOROTO yuacTka xpoMocomil 21, Tawxe nab-
monanuck otdeTnHesie FISH-curians B renomep-
HBIX YHACTKAX XPOMOCOMBL 21 NpH MCNONLI0BAHHUK
TenomepHoii [1H K-npobsl. HUKakux MUKpoOTpaHec-
JIOKALAA MW MHCEPLWA, HECYLLMX NOCIeM0BATE b~
Hoctn JIHK kopoTkoro ruteda xpomocomst 21, B
COCTABE [IPYTUX XpoOMOcoM He obHapyxeHo, Mc-
cnegosanue FISH-meronoM nokasano, 4to pas-
PhiBbL NPOH3OLLINY B npenenax ansounHoi THK,
JATPOHYE, ¢ OQHOH CTOPOHBI, PAMOH LUEHTRPOMEpD-
HOMO FETEROXPOMATHHA, a C APYIOH CTOPOHB — B
NPUTENOMEPHOM pPaiflOHE, HE 3aTPOHYE AKTHBHYIO
LEHTPOMEPY. DTO NPUBEN0 K IefelHl KOPOTKOID
naeya xpomocomst 21 (pue. 3).
AKPOLEHTPHYECKHE XPOMOCOMBI YENOREKA,
BxousiliMe B rpynny G, ¢ yTepAHHOH GoabLueH
HACTLED MATEMMATA HMX KODOTKHMX IJEY NPHHATO

ISSN 3564-3783. Humoanozun u cenemura. 2004, Mo [

TSitol. Genet. - Vol.38(1) www.cytgen.com



] Onucanue cayqan detenuu Kopomyozo niesa xpomocomss 21 (21p—)... ]

HasblsaTh Christchurch (Chl) xpomocoMamu M
PACCMATPHBATE KAK NOTEHUHATLHO afeppaHTHEIS
[10. 11]. B 10 Xe ppeMsi B JIMTEPATYPE ONMUCAHLL
ceMeiiHEle Cly4ad ¢ Ccerperauied XpoMocoMbl
21p— OT 300pOBEIX POAUTENEH K HOPMAILHOMY
noToMcTRY [5, 6]. OnuH cayvail neneunn de novo
21p npu Ch 1 6611 aCCOUMMPOBAH € YMCTBEHHON
orcranoctetoc W BIIP, skao4amoiuMKe npeHa-
TATBHYIO THOOMIAIMK, MUKpOLEdannio, HH3IKO
PACTONOMEHHBIE IMCIUTACTHYHEIE YVIUHBIE PAKO-
BHHBI, KOPOTKHH HOC, MUKPOTHATHIO M KOPOTKYED
e |6).

Hanporuge, ceMeiiHbld cnay4uaii, ONMCcaHHEIH B
HacToAlleH paboTe, YKasbiBaeT HA TO, 4TO Xpo-
MocoMa 21p—, oBHApPYKEHHA B KAPUOTHIIE 310-
POBOro OTLA, Dblla NEpefaHa U104y ¢ MHOMKECT-
BEHHBIMH BPOAIEHHBIMH MOPOKAMM DAIRUTHA, A
He posHukNa de novo. HecMoTps Ha TO, 4TO OnMH-
ChIBaAEMEBIE TETECPOXPOMATHHOBLIE YYACTKH XpO-
Mocomil 21 nudo HE comepxar TpaHcKpuOHpye-
MEIX TeHOR, THDO NPeICTARTEH B BOMBILIMM YHCI0M
OIHMHAKOBO TPAHC KPHOHPYEMBIX KOTTHH (pHGoco-
MaibHas PHK), ux noreps MOMeT NpuBecTH K
aMcHanaHcy B opPraHd3aldy W pyYHKIHOHWPORE -
HHH reHoMa B LHeaoM. M3BecTHO, YTO COOTHOLLEHHE
IYXPOMATHHA M TETEPOXPOMATHHA B XpPOMOCO-
MaX — CTADHIBLHBIA H 3BOMIIOUHOHHO JaKPENIEH-
HBIH B reHoMe nokasarens [12]. Bnoaxe sepostho,
YTO HIMEHEHHE 3ITOTO COOTHOIIEHMS MOXKET Ha-
PYLLUATE VCTOMYMBOCTE MEHOMA, 4 3TO HBAAETCH
Tem HebDnaronpuaTHEIM FeHeTHHECKHM (oHOM,
KOTOPBIH CrOCcODCTEYET Pea/IM3ALUMH NETON0IM-
YECKHX MVTALHH, BCerla HMEWIIHXCA B JTO0M
OpTraHH3IMe,

CnenoBareNkHO, PACCMATPHBATh JSNELIMD KO-
POTKOIO I1e4a XpoMocoMbl 21 BCero JMILIL Kak
SKCTPEMAIbHbIH BAPHAHT HOPMBL HE COBCEM KO-
pekTHO. Ha Haw rarnan, GeHoTHNHYSCKH 300p0-
BhRIX H'L'ICI'i'IC.'IUﬁ TAKOT'D HEI.[}HHHT'& I1$DﬁXDﬂHM{}
OTHOCHTB K TPYIIE PUCKA H OCOBEHHO DBITh BHM-
MATEIBHBIMH K CYTIPYACCKHM MApPaM, MMEIOWHM
B KapMOTHIE NMOA0OHEIE XPOMOCOMHBIE BAPHAHTI
M MIAHUPYIOLIHM poXIeHHe pebeHka.

HECMOTDH Ha TO, 4TO NOAHAA JeTeUHA KOPOTKHX
MY AKPOLUSHTPHYECKHX XPOMOCOM ¥ Ye/I0BEKA —
ARIEHHE MOBONBHO PEAKOE, OMUCAHHE NOLOOHBIX
CIYYAER TMO3ZROJIUT B JaNbHEeHIIeM OTBETHTH HA
BOMPOC O poax BapyabelbHbIX MNOCIeloBaTENhb-
nocteit catennutaHol JHK B posHMKHOBEHWH
MBIIP.

ISSN 0564-3783. Humoaoeus u 2enemura. 2004, M 1

SUMMARY. Results of cytogenetic research of placen-
tal villi and ammniotic fluid cells culture of the 22-weeks-old
fetus with multiple congenital malformations (MCM) are
presented. The absence of the short arm in one of the
homologue of the chromosome 21 was revealed, Cytoge-
netic analysis of the fetus father's blood lymphocytes deter-
mined the similar chromosome, Futher research of the fa-
ther's karyotype made by FISH-method using specific DNA
samples had discovered the absence of subtelomeric pans
in the short arm of the chromosome 21 that might be con-
sidered as a deletion. It was suggested that the effect of
position and interaction of genes could play a key role in
appearing of MCM in the fetus in the case when the 21p-
chromosome was transferred to it from the healthy parents.

PEINOME. HapeneHo pe3yneTaTH UHTOTEHETHYHOTO
IOCHIIKEHHA BOPCHH MIALEHTH Ta KYIBTYPH AMHIOUMTIE
nAooy 22 THX 3 MHOKHHHHMHE BPOLMEHHHUMH BLIAMH
po3euTky (MBBP). B kapiotuni naoay y oaHoro is romo-
norie xposocoMu 21 aHaiiZeHa BIICYTHICTE KOPOTKOO
nie4ad. AHanoriyHa XPOMOCOME BHARTEHA TAKOXK NPH LHTO-
reHeTHHHOMY A0CAUT&eHH] AiMBOUHTIRE KpoBi heHOTHNOBO
wopororo Gateka npofamna, [NMopanswe gochminsedHs
kapioTuny Gateka FISH-mMeTon0M 3 BHKODHCTAHHAM CTie-
uuchivnpx JHEK npod nokasano BiacyTHICTE cyGTenomep-
HHX PaioHIB KOPOTKOTD IU1e4a xposMocomi 21, mo MoxHa
POSLIHIBATH SK Aeneuii. BHCNOBIEHO NPHOYILEHHS, WO
eMeKT NONOKEHHH MeHIB T4 X B39eMOaiA MORYTh Binirpa-
BATH BUPILUANBHY PO/b NH ILI00Y ¥ BHHHKHeHHI MBBP B
pazi HACTIIYBAHHA B AMOPORKX BATHKIR XpOMOCOMH 21p—
NpPH HAABHOCT enelil KopoTKOTD Naeda xposMocomi 21,
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