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AKTYaJIbHOCTE MccleloBaHuf. [Ipyn ompeledeHun [IOBTOPHOM)
PHCKa pOXAeHWA GOJIBHOT'O peleHKa ¥ TaKTHKM TIpeHaTajibHOR jauar-
HOCTHMKM y CYNPYXeCKHMX Map C HapyilieHWeM DelpOIyKTHEHOM QyHK-
v (HPD) Beayulasa podib MPUHAIJEXAT LUTOTeHeTUYECKUM  MeTOHHM
UCCJIeIOBaHNA, HEOOXOMMMHM JJIA BHABJGHAS XPOMOCOMHHX HapyleHWH .

Wi3BeCTHO, 4YTO TDPAjALMOHHHE UMTOI'BHATHYLCKWE MeTOUH He
MOTYT o0ecledydTh 3¢JeKTUBHOCTE BHABJIEHWA H aHadds3a LU2dioio
DAl NATOJOTMYSCKMX COCTOAHMM, CBABAHHHX C  4HOMAJHAMM
XpOMOCOM, B TOM YHUCJIE CJOKHHX XPOMOCOMHHX MEPECTPORK TUKWX,
KaK Jo0apoyHafd (MapKepHasi) XpOMOCOMa, CJyYal  MAHMMOJIEHEOI'O
XPOMOCOMHOT'O MOBaWIMBM&, a TaKke COaJlaHCHPOBAHHHA XPOMOCOM-
‘HHE AHOMAJMKM C TOYKAMH DPA3pDHEa B OKOJOUSHTPOMEPHHX TRTepo-
XPOMaTHHOBHX palloHax XpoMocoM.

locsieHeE JleCATHIETHE XapaKTepPUsyeTcs HOABJEHUEeM [PUHIN-
[MaJIbHO HOBHX [OUXOJOB K AMAIHOCTUKE HACJSJCTBEHHO OO0YCJOH-
JIEHHOI MaTOJIOTMH M, IPeXie ECel'0, XPOMOCOMHHX HapyleHuf. 510
CTaJl0O BO3MOKHHM Ha Gasde HUCIOJb30BaHWA  XPOMOCOMOCTE LAGIAYHEX
JHE-30HI0B, KOTOpHe XapaKTepHH TOJBLKO I OMpsjieJeHHHX  1ap
XpOMOCOM WM ¥MX y4yacTKob (K.B5.Kpos, 1987; R.K.Moyzls et al.,
1987; U.Muller et al., 1987; G.Muller, W.Schempp, 1989; Yu.
B.Yurov et al., 1989). UcnoJibayd HHE-30HAH, MOXHO Godiee TOY-
HO ¥ 9peKTUBHO OMpel]eJMTb OCOOEHHOCTM XPOMOCOMHOI'O  Halops
0e3 NpPAMOIO LUMTOI'BHETHYECKOIO aHaJiM3a C IMOMOUbK MeTola pa-
JUOAKTUBHON ¥ HepafuoaKTUBHOR TUOPAIMBAUMN HYKJIEMHOBHX KHC—
Jor 1n situ (C.I'.BopcaHoBa u Jp., 1989; F.Speleman et al.,
1990; P.Fouret, 1991; W.L.Kuo et al., 1991; A.T.Tharapel el
al.,1991; E.S.Cantu et al.,1992; Yu.B.Yurov et &al.,1993).

MoJieKy JIADHO-LMTOT'@HE THYEGCKAA IMATHOCTUKA B TeYeHWe pajla
JEeT YCIeWwHO MPUMeHAJNACH C ledbl Npe- U MOCTHATANRHOR MILHTH
guKauuy HacJeJCTBeHHHX NeQeKToB y leTelt ¢ Bajepkkoll mOCUXU
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YECKOTO DAREUTUA, HAJMYUEM MHOKECTBEHHHX BPOXIEHHHX TOPOKOB
w/nim MUKpoaHoMamit pacertus (C.T.Bopeasoea u Jp. ,1993) . OnHa-
KO, JO HacTOAWErO BPEMEHM He MOJYyYMJM NOCTAaTOYHOr'O OCBelleHMA
BOMPOCH WCTIONBESOBAHUA  MOJBKYJAPHO-IMTOr6He THUSCKNX  METOJIOB
JUIS ONpEJIeJIHNS  TeX WM WHHX XPOMOCOMHHX HapymeHu# npu
PeHATNYECKOM KOHCYMNBTHDORAHUN CYNPYXeCKUX map ¢ HP®D.

llens ucciaegoBaHHA: ONpeNeJUTh BOBMOMHOCTH HCMNOJbBOBAHUA
MOJIEKYJIAPHO-IIUTOTEHATHUACKUX TTONXOJOB K JMATHOCTHKE XPOMO-
COMHHX HApYWeHWN ITpH TI'eHe THYRCKOM KOHCYJILTHPOBSHWM CYIpyXec-
KUX map c HP®.

HayyHee zapgauu: I) yCTAHOBKTHE C [OMOUBE KJACCHYECKUX
LIUTOI'8HE TUYECKNX METOJOB YacTOTy XPOMOCOMHHX AHOMaJMt ¥ Ba-
PUAHTOB CPeIU Cynpyxeckux map ¢ HP®; 2) uneHT™MdMUMpOBaThH
CNOXHHEe cayuay "MUHUMAJBHOTO" XPOMOCOMHOI'O MO3Aauili3Ma, Korna
y OIHOTO W3 CYIPYT'OB BHABJAETCA HEGOJIBUNON MPOLEHT AHOMAJNLHHX
KJeTOK (mo 15%); 3) ompemeJymTh y CYNpykXeckwx mnap ¢ HP® mpo-
UCXOXIeHUE JI0OABOYHHX (MADKEDHHX ) WJIM MUHUXPOMOCOM C  TTOMONBI
MeTORA TUOPUIU3ALNM HYKJSMHOBHX KMCJHOT In situ; 4) yTOYHUTH
TOUYKW pasphBa B MeTepPOXPOMATHHOBHX YYACTKAX AHOMAJBHHX XpO-

'MOCOM, BOBJIEYEHHHX B CJIOKHHE XPOMOCOMHHe HapymeHwd y Cympy-

¥eckux map ¢ HRD; 5) paspadoraTh, HAa OCHOBe MPOBEJEHHHX WC-

cJie JOBaHul, KOMILIeKC MHPOPMaTHBHHX MOKasaHu#t and [MpOEeJeHUd
MOJIEKYISPHO-IATOTEHE TUYRCKOR  JIMATHOCTUKM NPU  TeHe THYeCKOM
KOHCYJIbTUDORAHAN CYNDPYXecKux map ¢ HRD.

HayyHad HOBM3Ha. BIepBHE OlIPHEHA JMATHOCTHYECKAA 3HAYH-
MOCTb MOJIEKYJAPHO-LUUTOTeHe THYBCKUX METONOB IMPH  eHETUYECKOM
KOHCYJNBTHDORAHNM CYNPYKeCKMX map ¢ HPD. BnepeBHe, Ha OCHOBG
MPUMEeHEHNA MOJEKYJIAPHO-LMTOI'eHE THYECKIX MOTOIOB, CTaNo BO3-
MOKHHM BHARJEHUS Yy cynpyxeckux nap ¢ HPRD cayyaes XpOMOCOMHO-
TO MOZAaMLIMEMA C HeCOJBUUM TPOLEHTOM aHOMAJIBHHX KJEeTOK. Brep-
BHE, pPAa3patoTAHA TAKTUKA BHABJIGHUA ITPOVMCXOKUEHWA MapKepPHHX
XPOMOCOM (0llpajiedieHAe MX PeHeTUYeCKOI'0 cocTaba) y  CylpyKec-
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Kux nap ¢ HPD. Biiepbde, Ha OCHOBE MCIOJbSOBUHUA MOJEKYJIADHOR
TUODMIMBALMN HYKJISHHOBUX KUCJoT 1n sliu, paspatorad  clocon
MOJIEKYJIAPHOTO  SHAMBH CODIAHCHPOBHHHNK U HeCOndAaHCHPOBHHHN S
HepeCTPORIC XPUMOCUM C YOMKAMA  PAEpHBE B OKOJAOHEHTOME DU
reTepPOXpPOMATHHOBHX paloHax XPoOMOCOM Yy CYNpy#eckuX nsap o HRD.
© © - HayvyHO-NpPaKTHYEeCKOe 3HaYeHWe PadoTh. PARDAGOTAHN (HOKHEH-
HAA A MCIIOJb3OBAHUA MOJBKYINPHO-IIMTOMeHE TUME KON Al HOe -
THKY TIPM PEeHSTUYRCKOM KOHCYJAbTUPOBAHMKM CYNpYyRecKux 1ap ¢ HFD:
1) HaJmbke B CeMbe  CAYY&aeh  POHOCOMHOPO  MOBAWIMSMA  WARIK
[ICEBAOMO3aMLM3MA [TPA MHOI'OSTElHOM UATOISHE THYECKOM  aHadidte
2) HaJuune MaprepHol XpOMOCOMH § MpOGaHis W YIMHOB  CeMbH
U JIbI0 YCTANOBINHAN e HPOMCXOIUAN (MOJeICY I8 HOTO . Goettalin) .
3)HaaMuMe CceMeRHOR crpyiery pHOR  COMIaHCAPOBALHOR  Hiepecipolicn
C TOUYK&EMM  PaspHBa B PR pOXPOMATAHOBOM  OKOJACHEHT POMA [IHOM
palloHe XPOMOCOM.

BHEJPEHHS MOJSKYAAPHO-LNTOIGHe T CKUX Mo TOIAOR B LTDAKTH-
YOCKYW MEIUITMHY Oyuet chocodCTeobaTh  O0Jbel il UEHOC ]
TreHeTHYeCKOI'0 KOHCYJIBLTUDORgHIA ceMeill W, clirioBalellbHo, [Mpe-
LYNpexJeHAl PachpoCTpaHeHns HACJRACTEEHHO! NaTOJIOMMN B CeMbr
U O0WecTE:.

AnpoGati pe3yJbTAaTOB MCCJENOBAHMHA. Malepuailb patoiH Io-
JOXeHH Ha: 2-0it Beecoh2HON  HAYYHO-TPAKTHYRCKON  KOHe peHLIUA
M0 LMTOMeHeTHK:e Yedobeka (I'. MocKba, 1997 1) 7-M  Reecons-
HOM COBeWsHuM "CTpYKTYpa W yHKUMA  Xpomocom™ (1. [lymudo,
1991 r.); 2-0it urorosoit KonpepeHUAM HAW MefMilUHCKON DeHeTHKd -
(r. Tomck, 1992 I'.); 6-OM Che3jie O0MEeCTBs UeHeTAKOE W Cedigk-
UMOHEPOE (r'. MMHCK, 1992 1'.); HA CUMIIOBUYMe §10  MeIMLAHCKOR
reHetuke (r.[lpara,YCOP, 1992); 3-0ll KOHJep=HUIM "THHOM 4edo-
BeKa - 93" (r.YepHoroJqoeka, 1993 r.), Esporeiickom ofilec b -
TEHETUKOE 4YeJoB2Ka (r'. BapceJoHa, #ciauwud, 1993 1.), H
8acelaHWAX MPOGJeMHOM KOMMCCHM 10 edeTke: MHEMWTT u X M
Poccuu (r.Mockea, 1993 r.), ATV (r.Xapeikoe, 1993 p.).

A
o]
]
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lyGmukamau. o Teme JUccepTalul OMyoJUKOEaHO 9 BYATHHX
pador, M3 HUX 7 B OTeYSCTBEHHON M 2 B 3apydexHOR MeyaTy.

JMuuruft BEA4A 1 y9acTUe B CORMECTHHX MYOJUKALMAX 3aKioua-
TCA B MPAKTUYECKOM BHTIOJHEHUN SKCTISPUMEHTAJNBHHX MCCJeIoBa-
HUt, AHAJMBE W CTATUCTHIBCKOR OGPAGOTKe MOJYYEHHHX JAHHHX, A
TaKKe B OOCYRIEHUM PesyJbTaToB SKCIepUMeHTa.

CTpyKTypa mMccepTaiMu. Jluccepraimd w3NoxeHa Ha 142 cTpa-
HULAX MAUWHOIMCHOIO TRKCTA W COCTOUT U3 BEeIeHUA, 0030pa JM-
TepaTypH, OIMMCAHUA MeTOIOE MCCJeNOBaHWA, W3JOXeHUA pesysbTa-
TOB M MX OGCYKJEeHWA, BaKJIWYsHWA, BHBOJOE W yKasaTeJd JHUTepa-
TYPH, BKJWYawilero 53 padoTH OTedYeCTBeHHHe ¥ 172 3apyfexHHe.
B TeKcTe MACCepTalMd npukojuTces 10 Tadiui, U 15 PUCYHKOB.

MATEPUAJT ¥ METOIIN WCCJIENOBAHUA.

Mon HACAWAEHUAM Haxomuaock 210 cynpyxeckux map (420 WH-
JMBWIYYMOB ), OGpPATUBIMXCA B MeIUKO-TI'eHeTUYeCKUR LEHTD MO 10—
BOAY PeHeTUYECKOT'O [MPOrHOBa B CBASW ¢  HaJMYMEM B aHaMHese
cle Ny COOHTUA: CNOHTaHHHe a00pTH HA pPasHHX CpoKax Oepe-
MEHHOCTH, MePTBOPOXNEHNA, CeCIVIQAWe, 8 TaKke pOXIeHMe peCeH-
kK8 ¢ XPOMOCOMHHMH AHOMAJHAMM, MHOXECTEEHHHMM BPOKIEHHHMH TIO-
POKAMU U/UJM MAKDOAHOMAJIMAMM DARBATHA. KOHTDOJIBHYK  I'PYIOTY
cocrasuan 50 cynpyxeckux nap (100 MHAMBUAYYMOR) OGPaTHBUMX-,
CA, B OCHOBHOM, IO TIOBOLY MPOCTIEKTUBHOI'O KOHCYJIbTMPOBaHUA W
He umelumx B adamHese HFD. [lpu obcaeOBAHUM CYITPYXeCKUX IMap
(HJ UCMOJB30EAH KJMHERO-T'eHeaJIorHueckuil meTon. Bceem 620 WMH-
JUEWIYYMaM 0GcJielOBEHHOM M KOHTPOJNRHOR TDYAIl OWJIO  ITPOBENEHO
IMTOT'RHE THYLCKOS MCCJAeJoBaHUe . [IPU HAJMYAM CJOXHHX EWIOB Ma-
TOJOTHI, KOI'Jia TPaJULMOHHHE LATOI@HeTUYEeCKNa MeTOJH HEe MOTJIN
PEUTh TPOGJeMy HISHTAIMKALMA OTIeJbLHHX (OPM  XPOMOCOMHHX
HapyweHn, TPUMEHANCA MOJIBKYJISPHO-LMTOTSHE THYRCKUT  aHaJM3.
CraTUCTUYECKad 00paGoTKa MONYYEHHHX JI9HHHX (1IOACYeT 36epeH
cepeapa) MpOURBOJMNIACE M0 KpUTepun 3HakoB (B.D.Vplax, 1964).
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LUTOreHeTUMECKHE METONN UCCJCJOBAHMA LIDOBEOJMINCE Ha 11—
lapaTax MeTa@asHHX XPOMOCOM, WUCHONR3YH KYJILTHEUPYEMHEE Mo -
UMUMTH nepedepudecKoll Kposd. XPOMOCOMH WISHTUMIMPOBAIN TOC—
Jie Qe peHLUMaNbHOO OKpauMbanda (G,C,Q - Meroiu). B KaxioMm
CJy4ae aHaJU3MPOBAJM HE MeHee 11 MeTaQasHHX MIACTHHOK. (760D
mMeTafas M aHalimd XPOMOCOM OCYIECTEJIAIA COMIACHO OO IPHUAATHM
kputrepuam (H.II.Kynewmos, W.B.Jdypbe, 1984; H.I.HKydJewor, 1991).
Ilpi OCHApYKEHHW XPOMOCOMHHX BADMAHTOB IPUMEHANM METOHL C-OK-
pawnBanus xpomocom (A.T.Sumnierr el al., 19715 G.T.Bopeadoba 1
Ip.,1989). B cliyyae OCHAPYKeHMA XPOMUCOMHOW  HeCTadHAbHOGTA
aHaJusupoBaJy no 100 meTapas. MOBANLUUBM OIEHABANCH 110 Mate-
MaTHKO-CTaTHCTUYSCKUM pacustaM (H.Il.Kysaeiiow, 1979, 1991).

MOJIERYNAPHO-LIATOT'eHE THYECKUE METOJB HPUHOJMIN b CJyUsra,
KOr'Zla TPalMUMOHHHN LHTOreHsTUMGCKUA aHAJME OHJ Mado ofdeien-
BeH. JUisi MASHTADUIKALUM XPOMOCOM B MeTaasHWX WK WMHTSplasHh A
KJOTKAX, 8 TaKke JIH YTOUHEHUA TOYEK Pasphbd B 4HOMSJbHIK
XPOMOCOMAX MCIOJNB30BHJMCE  KJIOHMPORAHHH:  “"KJacchuecikne" o
aJipla-caTeNIMTHHE [OCJAeJoBaTeJ ibHOCTH JHK, cleimguyadbe  Jiid
xpomocom: 15 (JIHK-3oHx pPD 18), 18(pBRES 13), 21 (adwpa R1 6 -
X (pYAM 10-40) » Y(pY 96). Tpu oilpelicdieHdd  [TPOUCKOKIEHIA
MapKePHHX XPOMOCOM WCHOJib30BaJnCh JIHH-20HUH PAKTUYLCKI  HA
BCEe XPOMOCOMH YeJqioBeKa, B TOM YucJae, pHSOS; pBRHS 135  pYAM
10-40; pPD 9.

MOJIEKYJIHPHO-LIMTOT'@HE THYECKayl JINATHOCTHKA Ha MeTaDasHuX K
MHTePPasHHX XPOMOCOMaX HPOBOAMIACDH PANAOAKTHEHEM W Hepajio-
AKTHEHHM MeTOHaMU. PalloakTUBHaA IMOPUAKMSaLMA  KJIOHWPOBaHHHX
nocJaeyoBaredbHocTed THR i slii ocymecTBISASCH 11O PAaHes
omicanHoit meroimke (J.G.Gall, M.L.Pardue, 1969, 1971; H.E.
Chandler, J.J.Yunls, 1978; 0.5.0poB, 1984). Mocae IpoBeRH
HOI'0 aHaJi3a OLEHUBaJM TMOTEPI WAKX JAYINIMKalUnio XPOMOCOMHOI'0
MaTepualla Ha MOJEKYJADHOM YPOBEHE. HepaJHOaKTUBHHE  quinopec
LeHTHHIT MeTo) Tuspujmsaumy In situ (FISH) npopopwica Ha iipe-
napatax MHTeppazHHX Ajep B CJyvadx MOZauiM3Ma 110 MeTOLWKE
(P.R.Langer, D.C. Ward, 1931; D.Pinkel, 1936) ¢ MOJWDAKaLUA-
MU IPUHATHMA B JIaGOPATOPUY LIUTOTEHETHKY UsiloBeKa (DYK.1.0.H.
0.B.10por) HI ncuxuveckoro sjopokbi FAMH.
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PE3VJITATH MCCJIEJOBAHUA U MX OBCYRIEHUE.

LluToreHeTHYECKHE HCCJIeJOBaHHUA. :
B pesysbrare aHaimsa xapwoTHnia 210 cympyxeckux map C Ha-
 PyuweHueM pernpoAyKTMBHON QyHKIMM y 29 u3 420 nmaumeHTOB (6,9%)
OHJM BHABJIEHH XPOMOCOMHHE aHOMaymu; y 82 (19,5%) - XpOMOCOM-
HHE BapuaHTH; y 16 (3,8%) - XpomMocoMHasi HeCTAOWIBHOCTB, ¥
OCTaJIbHHX 293 (69,8%) KaKUX-JM00 KAPHOJIOTMYECKUX OCOGeHHOC-
Teft He HalJZaJu, T.e. KADHOTWN OHJ HOPMaJbHEM (pMCyHOK I).

B KOHTDOJLHOW Tpymre y BCeX WHAMBUAYYMOB OHJI BHABJEH
HOPMAJILHHY KapuoTwll, B KOTOPOM He OTMEYalloCh KaKMX-JMO0 LHM-
TOTeHeTHYECKUX HapylleHut, BCJAEICTBMM STOT'O B JaJjbHefmeMm peysb
oyneT MITH UCKJIOYATEJNHHO O CYNpPYyXeCKUX mapax c HPD.

[lourn y 1/5 cynpyros 82 cayuad(19,5%) OHJM BHABJEHH Xpo-
MOCOMHHE BapMAHTH, CBABAHHHE C YBeJMYEHWEM TeTepOoXpOMATHHO-
HOBHX paffoHOB XpoMocoMm. Cpe;u HUX BCTpevayuch 1gqh+ - B 3,3%;
9qh+ -B 8,3%; 16gqh+ - B 1,0%; Yqgh+ - B 2,9% ¥ COUeTaHHHE Ba-
PHAHTH B 4%. MOXHO NMpelnoJoXuTh, YTO SKCTpeMaJbHHE BapUaHTH
xpomocom 1, 9, 16 u Y moryT Bectn Kk HPD. llupoko odcyknaemuit
BOITPOC O TOM, MOTYT JM SKCTpeMajbHHe MaKpo- ¥ MUKPOBADHaHTH
C-reTepoxpoMaTMHa xpomocom 1,9,16, u Y Bectn K HP® - Ha ce-
PONHAWHURA JNeHb OCTAeTCH He IOJHOCTBHO paspeleHHHM.

PucyHok I
YIeNbHHR BeC XPOMOCOMHHX OCOOEHHOCTefl y CYIpPYXeCKMX Mmap
C HapymeHWeM peNpoJYKTUBHOW QyHKIMH.

19,6

XPOMOCOMHHE aHOMaJIMH

XPOMOCOMHHE BApPUAHTH

. XPOMOCOMHAA HecTa-
OMJBHOCTD

. HOPMAJILHHIt KapHOTHII
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llonyyeHHHe AaHHHE B o0CJelyeMOd Tpylile 110 BHABJISHKL
XPOMOCOMHOM HeCTaOMJBHOCTH TPYUHO MHTepUPeTADOBuTh. B 9ToM
HallpaBJaeHAM HEeOOGXOJUMO JadbHelilice HAGJIEHEE  C  YHBEJWYRTHUGM
BHOODKM W TTOCJHE Y IIMM SHAAUZOM.

lpoBefeHie LUATOIEHETUYECKOI'O UCCJEUOBaHNA 1IOBBOJIMIO Clw-

“nm CYNpyKeCKMX nap ¢ HP® BHABMTL TpPYINy 29 WHIMBULYYMOR
(6,9%) ¢ XPOMOCOMHHMU AHOMAJWAMMA. BOJBUMHCTEO HAGUOUSHWUA Gh-
JIO MpelCcTaBJieHO IOHOCOMHHM MOBAWLUBMOM BHABJEHHHM ¥y 14  Hs
HUX (3,3%); ¥ 12 (2,9%) — OOHapykeHH COANAHCHPOBUHHNS Tpane-
Joauuu, M B 3 cayyvyadx (0,7%) oCHapyXeHH MapKeDHHS XPOMOCOMH .

MOJIEKYJIAPHO-LMTOreHETUYECKUE MCCJIeJOBaHUA .

B 13 u3 29 cayvadx(3 ¢ mapkepHOH XpoMocomoit, 9 - ¢ ro-
HOCOMHHM MOB8ULMBMOM, B TOM YWCJie UB0XPOMOCOMa X, # 1 - ¢o
CO&JIaHCHPOBAHHOW TpPaHCJOKaunel) MPoOBOAMIOCE  MOJIEKYJIADHO -1~
TOI'6HeTHYECKOe HCccaejioBaine (Tacd.l).

HUIOHMPOBaHHHE  [I0CJSHOBETEIBHOCTA  XPOMOCOMOCHIE UMY Hh
JHK-Npo0 104TH BO BCeX 1TPOAHAJMBAPOBAHHHX MeTalHSHHMX W Wi-
TepPA3HHX [MACTAHKAX UHTEHCUBHO [UGPHIM3OBAIACH C OKOMOIR T
POMEDHHMU  pailoHaMu XpOMOCOM, BOBJEMeHHHX B XPOMOCOMHH:
aHOMaJMM . '

I JMardOCTUKKA MOBanlusmMa palinoakTHBHY W HePalnoaKkib-
HYl THOPMAM3aL0 HYKJIBUMHOBHX KUCJOT 1n sL1hu MCHOALZOBAIM  Ha
OCHOBaHWM MeTaasHOrO M MHTepPasHOro aHajlsa xpoMocom. Ha
JaHHOEe MCCUelOEaHue COHJIO HampapJeHo 12 nauueHTor. B a1y
I'DYMIY BXOJMJIM MHJIMBHAYYMH C TIOJOBPEHWMEM Ha MO3auyHyk QopMy
CHHIPOMOB, & TaKke JMLa, Yy KOTOPHX LWTOTeHeTHYECKH OHJI  WCK-
JIYEH AHOMAJIbHHI KJOH, HO K CuMbe OHJ DROBHOK € DPOHOCOMHEM
CHHIPOMOM. B pesyibrate aHadld3a [OCAe IUOPUINBEIIMN MOBARLEM
ObJl yCTaHOBJCH B 9 U3 12 cayyaek. Cpelw HMX 4 cuHlpoms lliepe-
wepcKoro-TepHepa, 3 -Tpumio-X, | -(coueraHHuil) lepeueBeKoro-
TepHepa u rpuitio-X ¥ 1 -KaallH]edbTepa. AHOMAJIBHHA KIOH 1pv-
CYTCTEOBaJ B KJeTKax ¢ vacroroid or 5 Jjo 15%.
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TABIMUA % [ Pesydbrath MOJeKYJIHPHO-LUMTOIeHETHYE CKOR Al HOC TR
CYNMPYKECKUX 18D C HADYMEHUeM DeIpPOLYKTUBHOR QyHKIMK .

T ¥ A, T. H. O 05 0% T SN
4 MoJIeRy IAPHO-IMTOTeHe THYE CKad
na HAPUOTUTT i
cH AHAJUS MeTOJH
Ji 1| (XpOMOCOMHHS MeTa— | MHTeD —_
[ aHOMAJIAY ) (az- |Paz- g *
HEJ | HHA ISH|FISH
YcTaHOBJIEHHE IPOMC-
XOXJIeHHA XPOMOCOM
1 |47,XY, + mar + - der Y + -
2 |46,XX/
47,XX, + mar . - der X + | -
3 [46,XX/
47 ,XX, + mar + - der 21 c )
OnpexnesieHe 4Yucia
anguammx RJIETOK
B
4 |46,KX/45,X + + 85/15 =
5 |46,XX/45,X - + Bh/14 - |+
OCHADYKeH TpeTHl
KJOH 47,XXX - /5
6 |46,XK/45,X + + 85/10 - | +
7 |46,XY/45,X - + 90/10 - |+
8 | 46,XK/47 , XXX - + 90/10 + | -
9 |46,XX,1qh+/ - T 85/15 + | -
A7, XXX, 1gh+
10 | 46,XX/47 , XXX - + 86/14 + | =
11 |46,XY/47 ,XXY - e 86/14 + -
_12 46,“/46.x!i
(Xq) (qter->cen-| + - 80/15/5 | + | =
_"{LEY‘)/J‘,‘)!X
13 |45,XX,dic t YTOYHEHME TOYEK PA3-
(15;18) (15qter-| + - |PHBA B AJIL®OMIHOM JHK| + | -
—soen->15pi1::- (HeT TOTEepH MaTeprada
18p11.321->0en- XPOMOCOM )
->18qter
¥ TSH - in &itu MUGPUIMSAIMA (MBOTOTHHA MeTOJ )
# FISH — (UIKOPeCHEHTHa in sila rpumsaius (He pajnoak tusHHE

METON )




q

P,

Yunirnbasd TO, YTO Ha OCHOBR MAJOI'O OOheMa MaTwpAafa MOKHO)
OHCTPO M TOYHO ONpEeJiediMTh ¥ YCTAHOEMThH "CKPHTHH" MOBAWHIMEM,
JUArHOCTHRA NOJOOHHX CJYUARE OCYIECTRIANACK, # OCHOBHOM,  HA
MHTePDaUHHK ANDaX Locde PROpWIASalnn 1 sLiu. jlaHHNe  Alivp-
QasHOrO AHAJIMBE GHJIM TapadieibHO TIPOEeJEHN 1 HOJU B PDEI=HE Ha
-MB'I‘EHII&SHHX KJie'TKax B Wpek cliyvasds, P)e OpoteHS  aHoMadl s x
KJBTOK OblJl TariKe HUSKMM (O 15%). MOBaWIiEM Y 7 AHAHBUILY Y Mo
ObJI MPeJICTaBIGH ABYMA KJOHAMW KJIBTOK, B JABYX CHAYUAHK HihnBaed
GHOMAJBHHA TPl KaoH B Y% ieror (raod. ).

[Ipy MCHONLBOBEHAY adefouHOR JHIK=-(pocn pYANR 10-40, Koro-
PY©O METWIM PajMOalKTUEHO, OHIA JNaIHOCTU[OBAHH CUHJPOMH il fre -
wescKoro-"Tepuspa, Kaaldpearrapa o rpattio-K. JLis Jarioc e
CHHIPOMa [l pelieBCKOI'O-TapHepa LpaMeHAIR  9ToT ke JHR- =0
PYAM 10-40 meugHHM OUOTUHOM, T.e. HCHOJb3OBAACH MeTojd  FTSH-
guivopecueHTHOR In s1tu ruopuumsauun (1adi.I). ONHOR DalldeHT
K& C JaHHHM CHHJIPOMOM, ¥ KOTOPOH. HaGJllaJCH aHOMaJbHHA — KJOH
[I0 M30XPOMOCOME X, HPOBOJMIN PAJHOAKTUERY PAGPRjIMEalidn T
situ . JlaHHad DaTOJIOTHA OWJa OOHApYReH&a Takke y e PelaliH.,

UsBeCTHO, UTO Yy HOCHTwJeH HIOXPOMOCOMH [0 JUIMHHOMY TJievy
X,1(Xq) paspupaercd CRHAPOM e e BCKOPO=TepHEpa,  HOCKOJRKY
aHOMaJIbHasA XPOMOCOMA BCelld WHUKTAEMPOBaHa WU aKTUEHOW  ocra-
€TCA TOJBKO OAHA HOPWMaJibHas XpoMocoma - K. B JiaHHOR criyaiwn
¥ KeHWMHH C MB0XPOMOCOMOM K| He OTMeMANACH HPURHAKW  CHAHIO-
Ma llepeweBCKOro-TepHepa, HO NPH 9TOM LUPACYTCTBOBA)  HHOMAJIb-
HHIt KJOOH 46,X, L(XQ) (qler-reen->qler) B HURKOM Mpotiente 165%,

a rakke B 5% KJIeTOK KIOH 45,X. [IpU  KOJMMYLCTHRHHOM  aHAINEe
MOJIYYEHHHX JAHHHX OHJO YCTHHOBJRHO, YTO MBOXPOMOCOME K| (o-
Jepkadia Jiba HeWsMeHeHHHX JJNHHHE [JeYa, GOJBIYK YACTh OKodio-
LIBHTPOMEPHOT'O TI'e@TepoXpOMaThHA 00#UX XPOMUCOM, &  Jiba  KOPO'T-
KMX INIeYa OHJM TOJHOCTBI YTpaueHH. FeayilbTath CHAE TRl THO-
BaJl O TOM, YTO KOJMYECTHO Heped cepetpa b 1,5 paza OOkl
Haj U30XPOMOCOMOA X, 4YeM Hajl HOPMaJbHOW XpoMocomMol K. Tipw
CTaTHCTUYSCKOR OOPaGOTER MpulidkejiBHO CPasHeHRR [0 KPWiw il
3HaKoB, M p « 0,001.
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Hexols U3 RAJOREHHOI'O, MOXHO CYRTAThH, YTO OJHUM W3 1TOKa-
saulit K [poERe/leHn MOJIEKYIHPHO-IINTOMeHe THYR KO  JIMATHOCTUKH
y cynmpykeckux map ¢ HPD CHYRUT HaJWuueé POHOCOMHOT'O MO3auiins-—
~ Ma B CEMbe W/WJIW [CEeBJIOMO3AUNU3Ma [IPH MHOTOSTAITHOM LUTOTeHe-
THURCKOM AHAJINSE .

AHaJM= KapuOTHIIG W ONpelieJieHne  TTROMCXOKIEHMA MADKEeDHHX
XPOMOCOM [TPOBOJMNICA DPAJMOAKTHBHEM MeTONOM THOpWIM3alMu  1In
situ y 3-xX maumedToR. BO BCEX cayvasX, KaxK BUJIHO U3 pPHCYHKa
2, MapKepHHe XPOMOCOMH WIGHTUPMLMPOBAHH, Kak NepUBAT XpOMO-
coM 21, X u Y. TIpn KOJMYSCTBEHHOM aHAJM3e 4YNCJ8 3epeH ceped-
pa Haj romoJioramm xpomocom (21, X , Y) ¥ MapKepHHMI XpOMOCO-
MAMA OKABAJNIOCH, YTO WHTERHCUBHOCTE TUODUIURallMl  OJIMHAKOBA,
T.K. YHCJO BepeH cepedpa Hajl MAPKEDHHMI ¥ HOPMAaJIbHHMM XPOMO—
COMAMM CYISCTBEHHO He DABJMYAJOCH. YUUTHBAH DesyJibTATH LUATO-
I'eHe THYSCKOT'O U MOJEKYJAPHO-UNTOI@HETUYRCKOTO AHANU3A KJETOK
MAlMEHTOB, KapUOTUIH OHJM  caelywipmua:  47,XY,+mar(der Y);
46, XX/4TXK ,+mar(der X) n  46,XK/47,XK,+mar(der 21)(raca.l).
[losy4eHHHe JlaHHHEe TIO3BOJANT dGoJee sPfeKTHBHO  MPOBOJIUTH
CBOEBPEMEHHYW TPEHATANBHYKH JHWATHOCTHKY. CJaelyeT OTMeTHTh,
YTO IIpU OCHADYKEHHW MapPKepHOR XPOMOCOMH y Tioja, WJISHTUUHON
(PEHOTUIMYLCKIM BIODOEHM YJIEHAM CeMbM OBDEMeHHOCTH, TO-BAIUMO-
My, HROOXOJUMO COXPaHWTh. [Ipi ONMpejieJieHnd MTROUCXOKIEHUA Map- '
KepHOW  XpoMOCOMH — OTJMYHOM o cemelfHoR,  0epeMeHHOCTD
EGPOATHO CJeNYeT NMpapRaTh.

MlonyuyeHHHe J[AHHHE CBUJIETEJBCTBYOT O TOM, YTO HaJuyue
MAPKEPHOR XPOMOCOMH, KAk y CYNpYXeCKuX rap, Tak u ux  Jierteft,
ARJIABTCH HEOOXOMUMHM 1OKaBaHueM I [MpOBeJIeHUA  MOJIEKYJISPHO-
HATOTARHETHYRCKON JIRATHOCTUKN . 3
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Puc. 2 UpenTnpuxaima NOTOJHUTEJHHHX MADKePHHX XDOMOCOM C IO--
MOWbI T'MOPMJM3alMd in situ XPOMOCOMOCITE LUPUYHHX El?m-npoo.
a)MapKepHad xpoMocoma - der?i (JIHK-soun aypfaR16); b)MapkepHad
xpomocoMa - derX (IHK-20HA pYAM 10-40); c)MapkepHasi Xpomocoma —
der Y(JHE-20H) pYa6).
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C LeJibl0 YTOYHEHMH LMTOI'@HeTHYECKOPO JMalHOBa M BHACHEHMA
TOYEK paspHBa B XpOMOCOMax, OHJl IPUMEHEeH PajMoaxKTHUBHHI MeTOX
MOJIEKYJIADHOI TUOPUAM3aLMN XPOMOCOMOCIHELMWYe KO albQoMIHOR
JHK B OIHOM cJiyyae M8 12-TU OCHApPYHKeHHHX ‘I'paHcJOKauui,” Korga
MaTh fiBJAJIACh HOCUTeJieM cGaJjaHCMpOBaHHOM TrpaHchoKauuu 45,
LK, t(15;18). ¥ ee CHHa LMTOreéHeTHYECKHMW MeTOJIAMA  BHABJSHAa
TPaHCJIOKaLMA, [PSUIOJONATeIBHO C LOTepell Malsprhada KOPOTKOI'o
mieya xpomocomd 18 :  45,XY,t(15;18) (qter->cen-»pter:ipti=>
cen->qter). MeTOJMKE PaMOaBTOlI'pPaPUA HOBBOJRIA KOJWYE CI'BEHHO
OLEHUTh MHTEHCMBHOCTb I'MGDPMUAM3uLMM 1IyTeM [OJCYela 88peH Ce-
pedpa (IMOA MUKPOCKONOM) Hal COOTBETCTBYKIWMA DaloHAMM XPOMO-
coMm. Ilpu HecOaJaHCUPOBAHHON TDPAHCHOK4LA IB;]Blfy' LUpodaHua
[oCJie MOJIKYJAPHO-LUTOrGHE THYECKOI'0 UCCIHed0BaHA  OCHapyXeHa
yTpaTa HE TOJLKO KODOTKOrO [NigYa (Kak OHJO [PUHATO CYMTaTh
MocJie KJIaCCHYeCKOR LMTOreHeTHYECKOR INUarHOCTMKM), HO M YacTH
OKOJIOLIeHTPOMEPHOI'O I'eéTepoXpoMaTiHa Xpomocomi 18(puc. 3). ¥
MaTepy MpoGaija NMOTepK XPOMOCOMHOI'O MaTepuaja MH He HalJopa-
Jiu. Yuciio sepeH cepelpa ¥y 4HOMaJbHHX M HOPMallbHHX XPOMOCOM
15 (TpaHcJokauuu 15;18) He OTJMYaJOCh, T.e. YHCJO KOMAK ajb-
QoumHoft THK OHJIO ONMHAKOBO B QOOMX XPOMOCOMax, KaK y Marapnf
‘Tak M y pedeHka. TakuMm oCpasoM, B XpoMmMocome 15 LoTepu XpoMo-
COMHOI'0 MaTepHualia He OCHapyKeHO.

M3 MOJiyueHHHX JSHHHX CJielyeT, YTO Y MaHHOR 1auuMeHTKM
IMarHo3 cGaJiaHCHPOBaHHOM ''DAHCJIOKaLMM TOATBepAMICH, €6 Kapuh-
oTMIl OhJ caexmylouum: 45,XX,1(15;18) (15qter->cen->15pt1::18pl
1.321->cen->18qter), a B KapuoTuile pedeHKa Hadiwjajach TOTe-
pA marepuasa 18p, COOTBETCTBYWUasf cuHipomy 18p-. HKapuoTum
pedenka: 45,XY,t(15;18) (15qter->cen->15pii::18pi1 (31)->cen->

- 18qter). Yucao sepeH cepeGpa Haji HOPMaJbHOM 110 CpaBHEHMO C
TpaHCJOUMpPOBaHHO! xpomocoMod 156318 ¥y 1npodadjia JOCTOBEPHO




Puc. % 3  MOJEKYJAPHO-LMTOIEHETUYECKUA AHAJM3 TPAHCJIOKAIA 15;18.

HopmansHas COaJlaHCUpOBaHHadA HecGallaHCHPOBaHHAA
XpoMocoma TPaHCJIOKaIWMA ¥ MaTepH TPaHCJOKal|A y CHHa
slevgecce senve Fale .
fueieses sy e

Xpomocoma 15
JIHK-30HI pPD 18

jadetaves a*h 8 dande etems
aseatiile RN BaAET
XpoMocoMa 18 ; {

IHK-30HEI pBRHS 13

KapHoTHII IocJe Be IeHIA Pﬂdggﬂnsauuﬁ in situ
45,XX,t(15;18)15qter-> 45,XY,t(15;18)15qter->
cen->15p11::18p11.321-> cen->15p11::18p11.(31)->
->cen->18qter ->cen—->18qter

€l
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oJbwe, rue p<0,001. ChelyeT oTMETUTb, Y10 Yy MaTepu He Hal-
JIOABJIOCE TaKoi paSHUUW IpPW CPABHOHMM HOPMaJbHOM XpPOMOCOMON
18 M TpaHcJoLMpoBaHHO! Xpomocomo#t 15;18. U3 pucyHka 3 BHIHO,
4UTO NpM MCNoJib30BaHuM JHK-3oHna pBRHS 13 Ha XPOMOCOMY 18
HadMo#asoch JOCTOBEPHOE OTJMYME [0 KOJIMYECTBY 3epeH cepedpa
B OKOJIOLGHTPOMEPHOM I'@ TePOXPOMATMHOBOM pailoHax TpaHCJIOLMpo-
BAHHON XpoMOCOMH 15318 y MaTepu M mpoCaHia. :

TakuM 0Gpa3oM, B CJyYafX CTPYKTYPHHX NePeCcTPOeK C TOoYKa-
Ml paspHBa B I'eTepPOXPOMaTHHE OKOJOLUEGHTPOMEPHHX Y4YacTKOB Xpo-
MOCOM, IJifi YTOUHEHMA IMarHosa (TOYeK paspuBa U BOCCOENMHeHMS .
Ha aHOMaJIbBHHX XPOMOCOMax), MOKa3gHO IIPOBeLeHMe MOJIBKYJIsHPHO-
LUUTOI'eHe TUMECKOM IMarHOCTUKM, Kak CYNpymXecKuM Iapam ¢  Hapy-
lieHWeM DeITPOAYKTHMBHOH (JYHKLMN, TaKk U MUX Je'TAM.

llosiyyeHHHE JHaHHHe IO3BOJIAKNT OTMeTUTb, YTO MOJEKYJAPHO-
UATOr'eHe THYECKMEe METOJH HeOOXOIMMO IPUMEHAThH, Kak C LeJibl
YTOYHEeHMA WJM TOATBEeDKIeHUA JUarHosa, Tak ¥ Jas MOJYKYJNApPHO-
'O M3Yy4YeHMA XPOMOCOMHHX aHOMaJMi.

IlpoBe IeHHHe MCCJIeIOBaHNA NO3BOJMIN JOKA3aTh ueﬁecoodpaa—
HOCTb M BHCOKYW 9(QJeKTHBHOCTbL MCIIOJIb3OBAHUA MOJEKYJIAPHO-1M—
TOI'eHe THYECKUX METOHOB IMAarHOCTHKN E I'eHeTHMYeCKOM KOHCYJbTH-
poBanuu cemeil ¢ HPO.

BHBOJIH

I. lluroreHetuyeckoe obcJejopane 210 CyNpy®ecKMX Iap ¢
HapylleHeM. PelIpOAYKTUBHON (PyHKUMM (420 MHIMBUAYYMOEB) IIO3BO-
JUJO YCTaHOBUThL ¥y 127 MHIMBMAYYMOB (30,2%) - pasJjuyHHe Xpo-
_MOCOMHHE OCOGEHHOCTH, B ToM uuche: - y 82 (19,5%) pasJuuHHe
XPOMOCOMHHE BapMaHTH, Y 29 (6,9%) XPOMOCOMHHe aHOMaJmMHu, ¥ 16
(3,8%) XpOMOCOMHYK0 HECTaOMJIbHOCTE.

2. CTpykTypa 29 XPOMOCOMHHX aHOMaJMil cpejif CyMpyxeCKUX
Tlap ¢ HapylWleHWeM PenpoAyKTUBHOR (DyHKLMW anACTahﬂeHa MO3au-
LM3MOM @HOMaJiiit TOHOCOM - ¥ 14, cOaJlaHCMPOBaHHKMU TpaHCJOKa-
umsAMM - ¥y 12 ¥ MapKepHHMM XpoMmocoMmamu - y 3.



3. YacroTa SKCTPEMAJBHHX XPOMOCOMHHX BADWAHTOB, CBA3aH-
HHX C VYBeJUUYEHWEM  OKOJOLEHTPOMEDHHX  I'eT@POXPOMaTHHOBHX
paltoHoB xpomocom 1, 9, 16 M Y, cpeid CYINpPyKecKUXx Mmap c
HapyueHWeM pernpoiyKTUBHOR QyHKivM cocTasusia 19,5%, B TOM
gyicJe HadJogaJuck BapuaHTH 1qh+ - (3,3%), 9qh+ - (8,3%),
16gqh+ (1,0%), Ygh+ - (2,9%), ¥ coueTaHHHe BapuaHTH - (4%).

4. TIpuMeHEHHe MOJIEKYJADHO-LUTOreHETHYECKUX MeTOJIOB TO3-
BOJMJIO B 9 (M3 12) cayyadx oGCNeJIOBAaHMA CYOPYKeCKUX TMap cC
HapymeHUeM DPeNpOAYKTUEHOR (PyHKUMM BHABATL “CKPHTHA" Xpomo-
COMHH MO3aWlU3M, OCHapykeHHHA TIpM  HeOOJLUOM  ITPOLeHTe
AHOMAJIbHHX KJETOK (B0 15%). :

5. WieHTHPUIMPOBAHO MPOUCXOXIEHNE MapDKeDHHX XDOMOCOM C
TIOMOIEI MOJIEKYJIAPDHO-LIUTOr@He THUACKOT'O METONa y TpeX WHIWBU-
IYyMOB W3 CyNPYyKeCKUX Map C HapylleHueM  DPeIpoAyKTHBHON
PyHxiym. JloGaROoYHHE XPOMOCOMH KJacCHMIMPOBaHH, Kak JNepHBaT
21, X» Y, 4YTO WNMeeT BSHaA4YeHMe [ OIpEJeJEHUA TaKTUKW
T'eHe TUYeCKOI'0 KOHCYJBTHPOBAHMA W TpeHaTalbHOM JMATHOCTHKH.

6. PaspaboTaH clocol MOJIEKYJAPHOTO aHau3a cOallaHCHpO-
BaHHHX M HecOaJlAHCMPOBAHHHX IeéPeCTpPOeK C TOYKAMM paspHBa B
OKOJIOLIGHTPOMEPHHX I'8TePOXPOMATUHOBHX paffoHax XpoMoCoM, Ha
OCHOEE& WCIIOJIbBOBAHUA MOJIGKYJIADHOR TI'MOpUIMSalMy —~HYKJIeUHOBHX
kucjor In situ.

7. PaspadoTaHH [OKas3aHW#d JUIA UCMOJb30BAHUA MOJIEKYJAPHO-
LUATOTeHe TUYECKO) JMarHOCTUKY IPY I'eéHeTUYECKOM KOHCYJILTHPOBa-
HAM CYNPYKeCKUX Map ¢ HAPYUeHWeM PermpoiyKTUBHON QyHKIMM.

Cricok paGoT, OMNYOJMKOBAHHHX 1O TeMme JUCCepTaLMH.

1. C.T.BopcaHora, J.3.HasaHuesa, A.K.Bepemesa, U.A.Jle-
MEAioBa, K0.B.0poB. PezyJbTaTH MOJEKYJAPHO-LIUTOIEHE TUIECKON
JUATHOCTUKN CYNPYKeCKUX Tlap C HapyueHWeM pPempoIyKTHBHOX
QYHKLMMA TIpY Me IMKO-TeHeTUYECKOM KOHCYJIbTUPOBaHUM.//CO-K Hayd-
HHX TPYJOB "MoJekyJnApHad JUATHOCTUKA HACJeJCTBeHHHX O0JesHel
¥ MeJRKO-TeHeTHYECKOR KOHCYJbTHpOBaHMe". Mocksa, 1994, 9 cTp.
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2. C.I'.BopcaHoBa, K.B.0pos, M.A.Jllemasosa, H.B.Bexosa,
A.K.BepeweBa, B.O.llapoHMH.  MOJIBKYJIHPHO-LATOI'@HE THNECKEA
JIMarHOCTHKa XPOMOCOMHHX aHOMaJMA 1pWU  MeUuKO-I'6HE THYe CKOM
KOHCYJIbTHPOBaHMM JAeTell ¢  HeJufifepeHUMpPOBSHHEMIA  OpMaMi
YMCTBEHHOH! OTCTanoCTH.// CO-K HayyHux TpyuoB "MoJexyJiApHad
JUMarHoCTHKa HacJBJCTBeHHHX OoOJiesHell M MeJliKO-IeHeTHYECKOe
KOHCYJibTHpOBaHMe". Mockea, 1994, 6 cTp.

3. C.I'.Bopcanosa, A.K.Bepewesa, J.3.Kasanuesa, 0.5.0poB.
XpOMOCOMHHE aHOMaJui Y CYINPYKeCKMX 1ap ¢ OTArCIleHHHM, aKYyIlep~
CKMM 8HEMHE&30M 10 JMaHHHM MOJIEKYJHAPHO-LUMTOIeHY THYS8CKUX MCCJe-
IoBaHui. //Marepuadb 2-oil urorosod KoHJepeHuud HUM Mex. Te-
HOTUKM "TeHeTHKa YeJioBeKa M natodorua", Hspartedecrso TOMCKO-
ro Yuusepeurera, r. Tomck, 1992, 2 crp.

4. C.T'.BopcaHoBa, JI.3.KasaHueea, A.K.Bepeuwesa, M.A,Jle~-
muloBa, 0.B.0poB. MOJEKYJSPHO-UNTOI'eHE IMYECKasd JMalrHOCTHKE ¥
CYTNIPYXeCKMX Ilap C OTAIOWSHHHM aKyllepDCKUM aHamMHe30M.// "Poc-
CHACKMII BECTHUK MEePHHATOJOTHM M HeanaTpun", Mghﬁsa. 1994,
1 cTp. i

5. S.G.Vorsanova, Yu.B.Yurov, A.K.Beresheva. Mole-
cular analysis of the chromosomal Dbreakpolnts 1in patlents
with balansed and nonbalansed 1iranslocatlons.//European
soclety of human genetlcs. 25th annual meeting, Barcelona,
Spaln, 1993, 1 cTp.

6. C.I'.BopcaHoBa, 0.B.0pos, W.A.JlsmuioBa, A.K.Bepewesa.
AnpfouiiHHe® M "KJaccuuyeckue" caresuuTHHe IHK-ITpOOH 1A MIeH-
TUPMKALMM MApPKeDHHX XDOMOCOM 4eJioBeKa.//CO-K 'Te3ucoB 3-eH
KOHpepeHUMH "TeHOM yeJioBeka - 93", Mocksa, 1993, 1 cTp.

7. S.G.Vorsanova, Yu.B.Yurov, I.A.Demlidova, A.K.Bere-
sheva, N.V.Vechova, V.0.Sharonin. Dlagnosls of*acbromosomal
abnormalities in children with mental retardation.// Satel-
1ite symposium of Mendel forum "Genetlcs in medicine",
Praque, Czechoslovakia, 1992, 1 cTp.
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8. C.T'.Bopcanora, U.A.Jlemusiora, A.K.Bepemena, H.B.Bexo-
Ba, B.O.llapoHuH. MOJEKYJSPHO-IIMTOI@HETHYECKAA JMArHOCTUKA
XPOMOCOMHHX aHomasmit.// MaTepuann VI cwesfia oluecTBa I'eHeTH-
KOB ¥ CeJekUnoHepos uMm.H.U.Baswjiosa, r.MmHck, 1992, 1 cTp.

9. C.I'.Bopcasosa, 0.B.Wpos, N.A.Jllemunosa, A.K.Bepemesa,
H.B.Hukonaera, T.H.Byposa, J.3.KazaHuepa, II.B.HOBUKOB. IMTO-
TeHeTUYECKAA U MOJIBKYJISSDHO-LMTOI'6He THMeCKAS JIMATHOCTHKA B
PecrnyCJMKaHCKOM JeTCKOM IEHTpe HAacJjeICTBeHHOR MaToJOTHH.//
CO-K TesucoB 2-oft BcecowsHolt HayYHO-TIPaKTUYeCKON KOH(pepeHLM
[0 UMTOTeHEeTHKe YeJioBeka, Mocksa, 1991, 1 cTp.
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