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IIpn uccnenoBaHMM KapHOTHIA C IIOMOIIBIO KJIACCHYECKUX IIMTOICHETHYECKUX METOJO0B Iepel Bpa-
YOM-IIUTOT€HETHKOM HEPEIKO BCTAET BOIIPOC O TOM, SIBJISICTCSI OOHAPYKEHHBIN Y TallHeHTa MOP(OIOrHUeCKHI
XPOMOCOMHBIIT BApPHAHT HOPMOW WJIM 9TO NATOJOTHs. PacCMOTpeHBI Tpu ciydasi, Korjia IPUMEHEHHEe JOTIOJIHH-
TEJILHBIX METOIOB aHaJIM3a II03BOJIIIIO ITOJyYUTh TOYHOE ¥ HaJIe)KHOE ONMCAHNE XPOMOCOMHBIX aHOMAIIHUH, 4TO
MTO3BOJIMIIO JaTh 0OOCHOBAHHBIH MeIMKO-TeHETHUSCKHH IPOrHO3. B mepBoM 1 BTOpOM cirydasix mpeaBapuTeib-
HBII IMArHO3 «TPAHCIIOKAUs» OBUI CHAT, y NMAIIMEHTOB BBISBICHB! PEAKHE BapHAHTHl HOPMAIBHOTO HOJIUMOP-
¢u3ma xpomocoM (21pstkstkpss u 20cenh+). B mepBoM cirydae mpoBeseHHast JUAarHOCTHKA TTO3BOJIHIIA COXPa-
HUTH OEPEMEHHOCTH, BO BTOPOM — PEKOMEH/I0BATh UCTIONIb30BaHNe MeTo10B DKO it netopoxxaenus. B tpe-
TBEM CIIydae IPeABAPHUTEIIBHBIA IUTOTCHETHUSCKUN ANarHO3 TPUCOMHS XPOMOCOMBI 22 He IOATBEpAMICS, Y
nanyeHTa OblIa BBISIBICHA CBEPXUUCICHHAs MapKepHast XpoMOocoMa, TpeJcTasiiomas coboit invdup(15)(q13),

Tom 58, Ne 6

YTO IMO3BOJIACT IpearojaraTb CymeCTBeHHO Ooitee 6Har0HpHﬂTHLIﬁ MEIUKO-TCHETUYCCKUI IIPpOrHo3.

KnrodyeBble CI0Ba: XPOMOCOMBI Y€JIOBEKA, KAPUOTHII, [ATOICHETHYECKOE MUCCIIEIOBAHNUE, XPOMOCOM-
HBII TonuMopdu3M, GiryopecieHTHas THOpUAN3anus in situ.

IpuusTeie cokpameHus: MX — mapkepnas xpomocoma, CBG — C- quddepenunanbHoe oKpariu-
Banue (C-bands by barium hydroxide using Giemsa), GTG — G-guddepenunansHoe okpammbanue (G-bands
by trypsin using Giemsa), NOR — siapbiiikoBblit opranusarop (nucleolar organizer region).

Bo MHOrmx poccuiickux 1a0opaTopusix MEIUIMHCKON
TFCHCTUKU JJId UCCICAOBAHUA KapuUOTHUIIA HCIOJB3YCTCA B
ocHOBHOM Tosibko GTG-okpammBanne (G-okpamnBaHue)
xpomocoM. OHO BBISBIIACT CIICIIUPIUECKYIO MTOTIEPEUHYIO HC-
YEpUEHHOCTH M TI03BOJISIET YETKO HACHTH()UIIMPOBATH XPOMO-
COMBI 1 MX paiioHbl. OTKIIOHEHHE B CTPYKTYPE MM KOJIUIECT-
BE XPOMOCOM, KaK MPaBHJIO, TOBOPUT O HAJIMYUH ITaTOJOTHH.
HckitoueHre cocTaBisifoT BapuaOesibHble pailoHbl B XPOMO-
COMax 4eJIOBEKa, pa3Mep KOTOPBIX U MOP(OIIOTHSI MOTYT pa3-
JMYAThCS Y Pa3sHbIX MHAWBUAOB. JTO TaK Ha3bIBAEMBIH HOP-
MaJIbHBIA MTOJMMOP(HH3M XPOMOCOM, KOTOPBIH UMEET pa3HbIe
CTEIEHH BBIPAKEHHOCTH — OT MAJIOH JI0 SKCTPEMAaJIbHOM.
[Tpucyrcreue nonmumopdusma, 0COOEHHO B SKCTPEMAaJIbHOM
BapuaHTe, CIeIyeT MOATBEPXK/IaTh C MOMOLIBIO JOMOIHHUTE-
JLHBIX METOJIOB OKpammBanus xpomocoM — CBG-okparm-
Banus (C-oxpammBanus) U Ag-NOR-okpammBanus (ceped-
pennst). C-okpalnBaHue B HOpME BBISBISIET HeOobIINE OJ10-
KA B INPHULEHTPOMEPHBIX palilOHaX BCEX XPOMOCOM, Oolee
KpYIHbIE OJIOKH reTepoXpoMaTrHa B IIPUIIEHTPOMEPHBIX paii-
OHaxX JUIMHHBIX Mied XpoMocoM 1, 9 u 16, 6J10Kku B KOPOTKUX
TuIe4ax akpoUEHTPUYECKUX XPOMOCOM M OJIOK reTepoxpoma-
THUHA B JUCTAJIBHON YacTH [UIMHHOTO IjIeda Y-XPOMOCOMBI,
3aMETHO BapbHPYIOMINI y Pa3HBIX JHIl My>KcKoro rona. Ce-
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peOpeHre BBISBISICT aKTUBHBIC SAPBIIIKOOOpa3ylomue paio-
HBl C IIOMOIIBIO OKPANIMBAHMSI a30THOKUCIIBIM CepeOpoM.
IIpu 3TOM B KOPOTKHUX ILI€YaX aKPOLEHTPUKOB HA CIIyTHUY-
HBIX HHTSX BBIICISIOTCS YEpHBIE 00pa3oBaHMS — TIJIBIOKH
BOCCTAQHOBJICHHOI'O METaJUIMYECKOro cepedpa. Pasmepsl 3THx
IIBI00K Ha pasHBIX XPOMOCOMax CYHICCTBEHHO BapbUPY-
IOT — OT OTCYTCTBHSI 3aMETHOH OKpacKd JI0 JOCTATOYHO
KPYIHBIX OJIOKOB.

JIOHOJ'IHI/ITGJ'[BHI)IC BUJIbI OKpaLHI/IBaHI/Iﬁ HC BCCraa JICTKO
BOCIPOM3BOAUMBI, TPEOYIOT JOMOIHHUTENBHBIX 3aTpaT peak-
THUBOB M pabodero BpeMeHH. OJJHAKO B HEKOTOPBIX CIIy4asx
NPUMEHEHHE 3THX METOJOB a0COIOTHO HEOOXOAMMO, IO3BO-
JISIET YTOUYHUTH KapPUOTHIT MAI[MEHTa U MPOTHO3.

Kpome mepeducieHHbIX METOJOB B psje Cly4aeB Juisi
YCTaHOBJICHUS] OKOHYATEIbHOTO IUAarHo3a TpeOyeTcst UCIIONb-
30BaHHE MOJICKYJIIPHO-IUTOICHETHYECKUX METOJOB aHAIN3A.

Marepuaj U MeTOAUKA
HpI/IFOTOBJ'IeHI/Ie mnpemnapaToB XpoMOCOM M3 HHM(bOHHTOB

nepudepuyeckoil KposH, AupGpepeHInaIbHOe OKpalIiBaHue
XPOMOCOM IIPOBOIMIIM IO cTaHZapTHBIM MeTtoxukam (bapa-
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Puc. 1. Caydait peaxoro BapmaHTa HOPMAaJBHOTO moiauMopdmu3ma xpomocoM 21pstkstkpss.

a — npomeradasa, G-oxpammBanue. 6 — MeTadasa, cepedpeHue; dnunnas cmpenxa yka3plBaeT Ha JBOIHHON paiioH SAPBIIIKOBEIX OPraHU3aTOPOB XPOMOCO-
MBI 21, KopomKue cmpenku yKa3plBalOT Ha PallOHbI SAPHINIKOBBIX OPraHU3aTOPOB APYTUX AKPOIEHTPUIECKHX XPOMOCOM.

HOB, Ky3nenoBa, 2007). XpoMOCOMBI aHAJU3UPOBAIHN C TO-
MomIpio cBeToBOoro mmkpockoma OLYMPUS CX41 (Amo-
HUST), IUISL PETHCTPAMN N300paKeHHsI UCIIOIb30BAIN BHUIEO-
Kamepy u nporpammHoe obecrieuenune BuneoTecT-Kapuo 3.1
¢upmbr OOO Ucra-BuneoTecT (Poccus).

[TpuroroBnenue mnpenaparoB MeradasHbIX U HpOMETa-
(ha3HBIX XpOMOCOM I (IIyOpPECHEHTHON TMOpuan3anuu in
situ mpoBoamM cTaHmapTHEIM MeTonoM (Henegariu et al.,
2001). Huromormueckue mpenapaTsl MeTapazHBIX XPOMOCOM
JUIsl TIPOBEJICHHUSI MHUKPOJANCCEKIUH TOTOBHJIM, KaK OIHMCAHO
panee (Rubtsov et al., 2000; Kapamsimesa u ap., 2001).

Mukpoauccekiponsbie JJHK-npo6sl mosmyvanu ¢ momo-
mpro ammmndukannu JJHK aByx MapkepHBIX XpOMOCOM inv-
dup(15)(q11) u invdup(15)(q13), coOpaHHBIX ¢ TIUTOIOTHYE-
CKHX TpernapaToB, Kak omnmcaHo panee (Rubtsov et al., 2000;
Kapawmsimesa u ap., 2001). Coop marepuaia XpoMOCOM IpO-
BOJWJIM Ha WHBEPTUPOBAHHOM MHKpockore Axiovert 10
(o0wvexTuB 100X, okyssip 10X, Zeiss, ['epmanust) ¢ ucmosb-
30BaHMEM OTTSHYTOH CTEKISHHOH WIJIBl, KOHTpOJHpYe-
Mo MEUKpoMaHuTyIsiTopoM MR (Zeiss, 'epmanus). Cobpan-
HBII Matepuan oOpabarteiBamm mporemHazoir K (Roche,
[IBeiinapust) n aMmIMGUIMPOBAIHN B TIOJIMMEPA3HON LETTHON
peaxIMy ¢ YaCTUYHO BBIPOXkKAECHHBIM npaiimepom MW6 (Te-
lenius et al., 1992). JIHK-30u1 moayvanu mpu momorwm 20 10-
MOJTHUTEBbHBIX IIUKIIOB MOJMMEPa3HOHN IEITHON peakuuy, uc-
monb3yst OnotuH-16-1YT® n guroxkcurennH-11-gYTO (In-
vitrogen, CIIIA) (Rubtsov et al., 2000; Kapamsrmesa u mp.,
2001).

CynpeccHOHHYI0 THOPUIM3AIHIO in Situ ¢ MeTada3HbIMU
XPOMOCOMaMH JIMMQOIUTOB MaIMEeHTa NPOBOJWIN 110 CTaH-
naptaoit meroamke (Lichter et al., 1988). IHK-nipo6sI, me-
YeHHBbIC OHOTHHOM, JETEKTHPOBAJIM C TIOMOIIBIO aBHU-
muH-FITC/6notnammmpoBansoro antuaBuanH/aBuanH-FITC
(Molecular Probes, CIIIA), JTHK-npoOsl, Me4eHHbIE AUTO-
KCUT€HMHOM, BBISIBISUIM C ITOMOIIBbIO aHTH-JAWTOKCETCHUH-
Cy3-mpimnbix anturen (Jackson ImmunoResearch, CILA).
[Tocne ruOpuaU3amMu in situ XpOMOCOMBI OKPAITHBAIH Kpa-
cutenem DAPI (Sigma, I'epmanns). XpoMOCOMBI U XpOMO-
COMHBIE pPaifOHBI HICHTU(GHUIINPOBAIN, AaHATU3NUPYSI HHBEPTH-
poBauublii DAPI-0oHIuHT. /111 OMTHUCaHUSA XPOMOCOM M XpO-

MOCOMHBIX PaOHOB UCITIOJIb30BAIM CTAHJAPTHYIO HOMEHKJIa-
Typy Xpomocom uenoBeka (Shaffer et al., 2009).

Pesynperatel FISH ananmmsupoBanu B LleHTpe KONIEKTHB-
HOT'O IT0JIb30BAaHHSI MUKPOCKOITMYECKOTO aHaIn3a OHMOJIoTHye-
ckux o0bekToB CO PAH na muxpockorne AXIOSKOP 2 Plus
(Zeiss, I'epmanust), st perucTpanud u oOpadOTKH MHKPO-
n3o0paxkeHuit ncnonszoBanu CCD-kamepy, COOTBETCTBYIO-
e KOMIUIeKTsl puibTpoB ¢upmbl Chroma, mporpamMMHOe
obecnieuenne AxioVision (Zeiss, ['epmanus) i mporpamMmMHOe
obecneuenne [SIS35 (METASystemsGmbH, ['epmanus).

Pe3yJ’[BTaTI)I H oﬁcy)wlelme

B ommcaHHBIX HUKE CITydasiX HEPBUYHbIN [IUTOTCHETHIC-
CKUH aHanM3 MPOBOJMIM B PA3HBIX J1JAOOPATOPHSIX METUINH-
CKOW mnmTOreHeTMKH PocCHM, MOBTOPHBIM /TSI YTOYHEHHS
muarHo3a — B llurorenernyeckoid nabGoparopun Ilentpa
nepcoHan3upoBaHHoN MeauimHbl (HoBocuOupcek).

Crayuait 1. Y mwiona mpu mepBUYHOM ITUTOTEHETHYE-
CKOM aHanm3e Oblia BBIsBIEHA XpoMocoMa 21 ¢ JormoHHuTe-
JHHBIM MaTEPHAJIOM Ha p-Tijieye, MMUTHPOBABIIAs HecOaTaH-
CHPOBAaHHYIO TpaHCIIOKAIMIO. Takas e XpomocoMma Oblia
HaliieHa y npezpitynero pedenka B cembe (10 siet, ymcTBeH-
Hasl OTCTAJIOCTh) M Y OTIA, UMEIOIIEro HOPMaNbHBIN (eHo-
TUM. J[OTTOITHUTENBHBIX BUOB OKPAIIMBAHUS HE HCIIOIB30Ba-
JIM, CeMbs CKIIOHSUIAch K MpEepbIBaHUIO OepeMeHHocTH. [Ipn
MIOBTOPHOM AaHAJIM3€ KapHOTHIA OTHa OBIIO HCIIOJIB30BAHO
JIOTIOJTHUTEIBHOE OKpalInuBaHue (cepeOpeHne), BBISBUBILCE
Ha KOPOTKOM IUIeYe XPOMOCOMBI 21 NBOWMHBIE CIIyTHUYHbBIE
HUTU W JBOMHBIE CIYTHHKH (3KCTpEMaJbHBI BapuHaHT HOP-
MaJibHOTO mojMopdusma xpomocom) (puc. 1, a, 6). Kapuo-
tun nauenra: 46,XY,21pstkstkpss. Bonpoc o TpaHciokamun
OBLT CHAT, OEPEMEHHOCTD Y CYNIPYTH COXpaHEHa.

Crnyuait 2. Y marnueHTa ¢ 6ecIuIogreM IpH IIePBUIHOM
LUTOTCHETHYECKOM aHajli3e ObUI BBISBICH JOOABOYHBIN Ma-
Tepuall Ha p-1iede XpoMocoMbl 20. JIOMOJHUTENBHBIX BUIOB
OKpAIIMBAHUSA HE HCIIOIB30BAJIM, CEMbE OTKA3alIM B IIPOBEE-
HUH SKCTPAKOPIOPATHFHOTO OIUIOIOTBOPEHUS U PEKOMEHI0-
BaJIM TAIMEHTYy MPOBEICHUE MOJIEKYJSIPHOH AMAarHOCTHKU
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Puc. 2. Cny4ail pekoro BapmaHTa HOPMAJIBHOTO TOJIHMOp(dU3Ma
xpomocom 20cenh+.

Mertadasnas nmnactunka, C-okpammanue. Cmpenkamu 0003HaUYEHBI TOMO-
soru xpomocomsbl 20. B pamke enuzy — romosnoru xpomocomsl 20 (cnpasa —

20cenh+), G-okpamBaHue.
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Puc. 3. Caydail BEIIBICHUS MapKepHOH XPOMOCOMBI.

Kapuorpamma, G-okparmBaHue.
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JJId YCTAaHOBJICHHUA OKOHYATEJIIbHOI'O JUarHo3a. HpI/I IIOBTOP-
HOM aHaJM3€ KapuoTuma ObUTo BhIMonHeHO C-OKpanInBaHue,
KOTOpOE MOKa3aJlo, YTO JOIOJHHUTEIBHBIN MaTepHal — 3TO
YBEIMUYCHHBIN NTPULICHTPOMEPHBIN TeTePOXPOMATHH (PEIKUM
HETUNUYHBIM BapuaHT) (puc.2). Kapuotun manueHtra Hop-
manbHblii: 46,XY,20cenh+. Jloporocrosieii MoJeKyJIsipHON
JTUarHOCTHKH HE MOTPEOOBAIOCH, B CEMBE IITAHUPYETCA AETO-
poxnaenue ¢ npumernernem JKO.

B nurepatype BcTpeuaroTcsi COOOIIEHHS O CIydasx I10-
JOOHOTO MOoIMMOp(H3Ma, KOTOPhIE WHOT/A SIBIISIOTCS Bapu-
AQHTOM CEMEHHOI0 HOCUTEIbCTBA. B yacTHOCTH, ONMcaHo yBe-
JIMYEHHE MTPULIEHTPOMEPHOT0 FeTepOXPOMaTHHA Ha XPOMOCO-
Max 6, 17 u 18 (MBanosa, Jlanytun, 2015).

Crnyuait 3. Pebenky 2 jer ¢ mpeaBapUTEIbHBIM THa-
THO30M «pacCIeNIMHA MATKOTO HeOa» MpH MEepPBUYHOM LIUTOTe-
HETHYECKOM aHajM3e ObLI BBICTABIEH AMArHO3 «TPUCOMMS
xpoMocoMsl 22y». KiimHndeckoe ornycaHue nalnueHTa rnpuse-
JICHO HUXKE.

Pebenok ot BTOpoii GepeMEHHOCTH (B CEMbE €CTh 340PO-
Basl IeBOUKA). [Ipy poxieHnn oTMeuaach 3a/iepxKKa BHYTPH-
YTPOOHOTO Pa3BUTHS 110 TUIOIUIACTHYECKOMY THITY.

Pebenok HabIoAaICs Y HEBPOJIOTa C TMAarHO30M «IIeped-
panbHasi uiemust 2-d creneHm». CHHAPOM JBUTATEIbHBIX,
BEreTOBHCLCPATbHBIX AUCHYHKIMNA. OTMEUaeTCsl 3aaepiKKa
TICUXOMOTOPHOTO Pa3BUTHS: YA KaHUE TOJIOBHI C 7 MEC, CH-
JIETH cTal ¢ 1 rosa, Ha MOMEHT OcMOTpa (2 rojia) XOAUT C To-
CTOpPOHHEH TojIepkKoil. ['oBopuT 5—6 MPOCTHIX CIIOB, Ha
00paIleHHYIO peub HEe pearupyer.

TenocnoxeHne MpaBUIbHOE, HOpMOcTeHHueckoe. Poc-
TO-BECOBBIC IIOKAa3aTeIH B Mpejenax BO3PACTHON HOPMBIL.
[Tpu ocMoTpe OTMEUEHBI Mallbie AHOMAJIMH Pa3BUTHSI: MAKPO-
nedanus, BBICOKHN JI00, TUMEPTEIOPU3M, MOHTOJIOWTHBIN
paspes ri1a3, MIHPOKOe YILIOMIEHHOE NEPEHOCHE, STNKAHT, Ma-
JICHBKUI KOPOTKHUH HOC, POT «KapIia», HU3KOE PacIioj0KeHHe
VIIHBIX PaKOBUH, MaKpOTHS, CXOJSIIIEecs] KOcornasue, K-
HOJIAKTHJIUSL S5-X TAJIbICB KHUCTCH, KOHYCOBHIHAS Jedopma-
1IUsl KOHIEBBIX (hamaHT kucteid. HukHIe KOHEUHOCTH ¢ Ballb-
rycHOM nedopmanuei, 4acTW4HAs KOXHAS CHHAAKTHIIHS
2—3-x nanbleB cron. JIByXCTOpPOHHMH KpUOTOpXU3M. Pac-
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Puc. 4. Cxema o0Opa3oBaHus OMCATEINIUTHOTO JUIICHTPHKA.

1 — syxpomaruH, 2 — IPHUICHTPOMEPHbIH FeTePOXPOMATHH H LICHTPOMEPa,

3 — «ropsYne TOUYKI» XPOMOCOMHBIX IIEPECTPOCK, 4 — CIIyTHUKH (cofepiKar

SIOP), 5 — Touka pa3pbiBa, 6 — NOTEPS ALEHTPUYECKOTO PArMEHTA B J1allb-

HEWIINX JeNeHHsIX, / — NHAKTHBUPOBAHHAs LIEHTPOMepa B OUCATEIMTHOM
JUIEHTPHUKE, § — TejoMepa.

mennHa Markoro Heba. ITo pesymbraTam sxokapauorpaduu
OTMEUCHbI MaJIble Cep/IeUHble AaHOMAIMN — A00aBOYHAS XOP-
Jla JIEBOTO JKEJIy/I0YKa, OTKPHITOE OBAJIHHOE OKHO.

HaOmonaemast y nanueHnTa KIMHUYECKasi KapTHHA HE CO-
OTBETCTBOBAJa TAKOBOMN MPU TPUCOMHUH XPOMOCOMBI 22 (CHH-
JIPOME «KOIIAaYbero 1iaza»). B uacTHoCTH, y manueHTa He Ha-
0Ir01a710Ch KOJIOOOMBI PaIyKKH M aTPe3Ud aHyca, XapakTep-
HBIX JUIsI JaHHOTO cuHApoMa (BopcanoBa wu mp., 2006).
Kpome Toro, y Hero ObUIH BBISBICHBI Makpouehaus U Ma-
JICHBKUI KOPOTKHUH HOC, B TO BPEMsI KaK JUIsl CHHIPOMA «KO-
IIaYbEro IJ1a3a» XapakTepHbl MUKpouehalius U KIIOBOBH/I-
HBI HOC. [T0o3TOMY Bpad-reHeTHK OTIpaBHII peOeHKa Ha Mo-
BTOPHOE KAPHOTUIIMPOBAHHUE.

[Tpn moBTOPHOM HCCIIEAOBaHNY y peOeHKa Obl1a BBISIBIIC-
Ha CBEpXUHCIICHHAass MapkepHas xpomocoMa (MX), umutupy-
tomast xpomocomy 22 (puc. 3). Ilo aurepaTypHBIM JaHHBIM,
oko310 80 % MX mpoucxoasT U3 aKpOIECHTPHUECKUX XPOMO-
coM. MIX OCHOBHAsi 4acTh NPEACTABISET MPOU3BOJHBIE XPO-
MocoMmsbl 15 (oxomo 60 %) (Blennow et al., 1994). Onu 6putn
HalJIeHbl KaK y (PEHOTHIHMYECKH HOPMAJbHBIX MalleHTOB,

Puc. 5. Cnyy4aii BeIABICHHS MapKEpHOH XPOMOCOMBEI.

a — C-oKpanuBaHue; cmpeki yKa3bIBalOT Ha TeTePOXPOMATHHOBBIC PAaifoHEI B 000HX IIeYaX MapKePHOI XPOMOCOMBL. 6 — CepeOpeHue; diunHble CIMPeIKu
yKa3bIBaIOT Ha PailoHBI SIPHINIKOBBIX OPraHU3aTOPOB B 000UX MJIeYaX MapKePHOH XPOMOCOMBI, KOpOmKie — Ha PAiOHBI SIIPBHIIIKOBBIX OPraHU3aTOPOB JIPYTHX
AKPOLIEHTPUUECKUX XPOMOCOM.
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TaK U y IalMEeHTOB C 3aJePKKOM YMCTBEHHOr0 pa3BuTus. Ya-
CTO B UX COCTaB BXOJAT JIBE KOIHH KOPOTKHUX IUIEY XPOMOCO-
MBI 15, HaxomsmMXCs B WHBEPTHPOBAHHOW OpPUEHTALUU:
invdup(15). ®opmupoBarre MX cBs3aHO ¢ pa3pbIBaMH XPO-
MOCOM M MX OIMO04HOH penapanueii (puc. 4). B pesyibrare
paspbiBa M IyIUIMKAUKA (GOPMHUPYIOTCS U30XPOMOCOMa, CO-
Jiepxarias JBa LIEHTPOMEPHBIX paiioHa, UM AlEHTPUYECKUN
¢dparment. B cimydae akponeHTpHUIECKOH XPOMOCOMBI BO3HH-
KaeT OMCaTeJUINTHBIN TUIEHTPHK, OHA U3 LIEHTPOMEP KOTO-
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pPOTr0 WHAKTHBHpPYETCS. MaTepual, JTOKaIU30BaHHBIN MEXKIY
LIEHTPOMEPAMH, MOXKET COJCPKaTh 3yXPOMATHHOBBIC CET-
MEHTHI XpoMocoMbl 15 (Pyomos u mp., 2003).

BonpimmacTBO MX, acCCOIMUPOBAHHBIX C BPOKACHHBIMU
MTOPOKAMU PA3BUTHS U YMCTBEHHOH OTCTaJOCTbIO, XapakTe-
PHU3YIOTCS HAJMYUEM dYXPOMAaTHHOBBIX cerMeHToB (Wandst-
rat et al., 2000). KonkpeTHoe coepkaHue TAaKUX CETMEHTOB B
MX u ompeznenseT nx KIMHHYECKOe 3HadeHue. [loaTomy Je-
TEKIMS 3yXPOMAaTHHOBBIX CEIMEHTOB B MAPKEPHBIX XPOMOCO-
Max M MJICHTUQHKAIM X MaTepHaia sBISIOTCS OCHOBHOW
3a1aueil MUTOreHEeTUYECKON TUATHOCTHKH.

Mopdomornyecku BeIsBICHHAsA y pebeHka MX cooTBeT-
CTBOB&JIa WHBEPTHUPOBAHHOW NYIJIMKALMU OJHOW U3 aKpo-
LHEHTPUIECKUX XPOMOCOM. DTO IOATBEPAWIN ABA JOMOJIHH-
TENBHBIX BUJA JAU(PHEPEHINATBHOTO OKpPAIIUBAHUS XPOMO-
com. C-OKpalmBaHHE BBISIBWIO OJIOKM TI'eTepOXpOMaTHHA
(puc. 5, a), cepebpeHrie — paioHbI SAPHINIKOBBIX OpraHU3a-
TOpOB Ha 00oux 1iedax MX (puc. 5, 6).

OrnpeenuTh TOYHOE MTPOUCXOXaeHne MX BCieICTBHE e
MaJIoro pa3Mepa KIacCHYECKUMH [IUTOT€HETHIECKUMU METO-
JlaMU HE YJaJoCh, HO ATH METOJIbI MTO3BOJIMIN CY3UTh KPYT
TIOMCKa JI0 TSIt XpomMocoM. KapuoTun pedenka Obul onucan
kak 47,XY,+?invdup(13 or 14 or 15 or 21 or 22). IIpose-
neaHoe B Mucturyre nuronoruu u renetukn CO PAH wmc-
CJICIOBAHHE BKJIIOYAJIO B CE0sI ONIPENEIICHUE TPOUCXOKIACHHS
1 cocraBa Malloil cBepxuucieHHoil MX. PesynpraThl cyIm-
PECCHOHHOM THOpUAM3AIMU in situ MHKpPOJHCCEKIIMOHHBIX
JAHK-npo0, mpHUroTOBIEHHBIX paHee M3 JBYX MapKepHBIX
xpomocoM invdup(15)(qll) u invdup(15)(ql3), mo3Bomnu-
JIM TOYHO OTHCAaTh MapKepHyI0 XpomMocoMmy (puc. 6, a—=a).
JIHK-tipo6a, npurotoBnenHas u3 invdup(15)(ql1), oxpammu-
Baja paitoH 15(pter—qll), T. e. KopoTkoe miedo u C-1o3u-
TUBHBIA TPULIEHTPOMEPHBIA paiioH Xxpomocombl 15. JJHK-
npoOa, npurotoBieHHas u3 invdup(15)(ql3), oxpammBaia
pation 15(pter—ql3). Takum oOGpazom, palloH XpOMOCOMBI,
B KOTOpOM BBIABISAeTcA curHan Toibko JHK-mpoOsr u3
invdup(15)(q13), cooTBeTCTBYeT 3yXpOMaTHHOBOMY pailOHYy
15(q11—ql3).

B pesynprare NpOBEACHHBIX MCCIEAOBAHUI CHUTHAI
JHK-npo6sr  invdup(15)(ql1) Obu1 BbIsIBIEH B paiioHe
15(pter—qll) u B TepMuHaIBHBIX paifoHax MX marueHra
(puc. 6, a, 3zenewnswtii cuenan), a curnan JIHK-mpoOsl inv-
dup(15)(q13) Ob1 BeIIBIEH B paifone 15(pter—ql3) m Ha
Bceit MX marmenTa (puc. 6, a, kpacheiti cuenan). Ilomyden-
HBIC JaHHBIC YKa3bIBAIOT Ha MPOUCX0oXkIeHne MX n3 Xxpomo-
coMbl 15 1 Hanmuuue B ee cocTaBe MaTepuaja dyXpOMaTHHO-
BOro paiioHa xpomocomsl 15(ql1—ql3). Curnansl B KOpoT-
KHX IUIeYax aKPOICHTPHUYCCKUX XPOMOCOM O0OYCIIOBICHBI
HAIMYHEM TOMOJOTHYHBIX mociaenoBarenpHocTelt JHK B
CIIyTHHKaX BCEX AaKpPOLEHTPUYECKUX XPOMOCOM HEJIOBE-
ka. Takum oOpazom, (iayopeciieHTHast THOpHUIU3AIHA in Situ
Mukpouccekimonnslx  JJHK-mpo0, moxydeHHBIX W3 oxa-

Puc. 6. MonexynsapHast THarHOCTUKA ISl BBISIBICHHS MPOUCXOXKIe-
HUSI ¥ COCTaBa MapKEPHOH XPOMOCOMBI.

a — nByxusetHas FISH pationocnenuduunsix JJHK-1po0, mony4yeHHBIX u3
oxapakTepu3oBaHHbIX panee MX invdup(15) ¢ MeTada3HEIME XpOMOCOMaMHU
MAIMEHTa; 3enenbiil cuenanr — curdan FISH MukpoauccekiuoHHoM
JIHK-ripo06sI, crieunduunoit paiiony 15(pter—qll.l), kpacuwlii cuenar —
curHan FISH wmukponuccekumonnoit JIHK-mpoOsl, cneuuduyHoii paiio-
Hy 15(pter—ql3), cunuu cuenan — oxpacka JIHK kpacurenem DAPI,
invdup(15) — mapkepHas xpoMocoma, 15 — HOpMasbHbIE TOMOJIOTH XPOMO-
combl 15; cresa 6nuzy npeacTaBieHbl IpoG I HHTEHCUBHOCTEH IBYX CHTHA-
1o FISH no anae MX nauuenra. 6 — unBepTupoBaHHbiii DAPI 69H1UHT.
6 — npodwin uHTeHcuBHOCTeH curnano Ha MX invdup(15) u romonorax
XpoMocoMsl 15.
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PaKTEPU30BAHHBIX PaHEE MAapPKEPHBIX XPOMOCOM, IOKa3a-
Ja, 4TO J]aHHAsi MapKepHasi XpOMOCOMa MPECTABIISET CO00i
invdup(15)(q13), xapuwotun marmmenta: 47,XY,+invdup(15)
(q13).

Takum 00pa3oM, MPUBCICHHBIC MAaTCPUATBI CBUJCTEIb-
CTBYIOT 00 aKTyaJIbHOCTH MPOOJIEMBI JTOKA3aTCIbHOCTH LIUTO-
TEHETHYECKOTO AuarHo3a. VICrosp30BaHUE MEPEYHCICHHBIX
MeTonoB aHaimm3a (C-okpammBanne, cepeOpeHne U Cympeccu-
OHHAas THOpWAM3ANHWs in situ) TO3BONAET C BBICOKOH CTe-
MICHPE0 TOYHOCTH OIUCATh KAPUOTHUI MAIMEHTOB, KOTOPBIH
SIBJISICTCS. BQ)KHOM COCTAaBJISIFOIIEH MEIUKO-TEHETUUECKOTO
MPOTHO3A.

Pabota BEIIONHEHA TIPW YaCTUYHON (DHHAHCOBOU MOJ-
JiepkKe OroJpkeTHOro mpoekta denepalbHOrO HCCIEAOBa-
Tenbekoro nenrpa «MHcerutyt nuronorun u renerukn CO
PAH» VI.53.1.4 V1.45.1.6. u Poccuiickoro ¢ouma ¢yHma-
MEHTaIIbHBIX UccienoBanuii (mpoekt 14-04-00078).
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When analyzing a patient’s karyotype using classic cytogenetic tools, clinical cytogeneticists frequently
face a problem of whether the observed morphological variant of a chromosome is the norm or pathology. Here
we present three cases, when the use of additional approaches allowed us to accurately and reliably describe the
chromosomal abnormalities and to provide a substantiated medical and genetic prognosis. Translocations were
preliminary diagnosed in the first two patients. This opinion was subsequently challenged, as these patients we-
re the carriers of rare variants of normal chromosome polymorphisms (21pstkstkpss and 20cenh+). Thus, these
diagnostic measures helped the wife of the first patient to maintain the pregnancy, whereas the second patient
was referred for IVF. In the third case, the preliminary diagnosis trisomy of chromosome 22 has not been con-
firmed. This patient turned out to be a carrier of a supernumerary marker chromosome invdup(15)(q13), which

offers a much more favorable medical prognosis.

Key words: human chromosomes, karyotype, cytogenetic analysis, chromosomal polymorphism, fluo-

rescence in situ hybridization.



