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s 3ArASbHA XAPAKTEPHCTHKA POBOTH ~ " -~ = =
o~ fxrgansHicTs Temw: Xpowocowwi xBOTOGH mm
wicue 5 cnaxkosif natosoril ssgwi. Cepep mpWums’ sarubesi
sﬂpluh abo naopip, a rakow Baran_oz mmm paj i awmo-
¥asift PO3BMTKY U HOBOHADOANEHMX XDOAJCOMHMM awowasisu wame’
ENTL OfHe 3.nmepeex wicuyp (Gorems 0., mm‘a.. ;ms;
Bopcamosa C.T., 1991). flo 50 BCix RiarHOCTOBAHNX CHOHTANRNX
atopris uogﬁnml XPOMOC OMHMY pﬁﬁmca_l. ‘as 10 3 1000
' EuBomapogmesux nired cnocTepiranTbca xpowocowsi swim (Bou-
ko H.I. ra in., 1984; Bopcamosa C.I, Bpos B.5., 1987).
Had6ises posnoscesmenwsn ¢ aweynsoiniY mo _powocowas 13, 18,
2, X 1Y, 50 CYNPrIOANYETLCY THNKMMH QEHOTMIHMM NPOSEBAMM,
axi notpe6ymTe ix pammbol npeeataswHol giarmocTwew (Lubs H. .' :

Ruddle F., 1920; Jacobs P., 1972; Epstein C..*986: Kuo W.et

al, 19919 s weToOR uilinaul'[ AAS. nONepeARerny ANTINOY CMepT-
u_ucti. e noscupe HeolxigricTe BHBYEHHS MeTORiB mnmmh
naruoc"rni xpomocomuci naromorii, ax n'nucr::armnli. TaK i
8 MPeHATAAbHMA mepiopM PDIBHTKY nAoja. :
Oasmx 3 HadGimbw cyvdCHWX 1 nepcnexTHBRMX Hanpawkis B
piarrocTwui xpowocowuwx xsopo6 € weron rifpupmsauil Hyk-
seiwoBuMX KMCAoT in situ. ocHoBamw@ ma Texmomoril = OTYpuMaHHs
pcxolﬁmaawu' wonexya [HK r tmﬁucm‘mi ix vy swrasp’
m-amia Aas ;iarnacrm xposocowmoi matosorii. Ued werop
| Mae ulnsu nepeserg B’ nopillmmi > iHmmm cn‘_oc.oﬁa-l
pocainmenns XDOMOCOMHMX anowasif B nocrsaramsEif i mpes.-
rasoHiR manmcmi TaK g BiH Ro3BOASE mlmn oRpeur
rpmcull NpaKTw4ko y BCix l:'ruin ultll"ori uKKay, n.gm
amcai wa tave;gasi (Cremer T. et al, 1986; Julten C.’et al,
1986; Lichter. P. et al, 1988; Pinkel D. et al, 1988; Bopca- -
sosa C.T., Wos B.6., 1991; Klinger K. et al, 1982)
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.J3acrnco§giul MOJEKYASPHO-UMTOreHeTHUHMA MeToR (wertop rifpu-
Ansayiy ngﬁxernoéix KMcA0T in sgiul.‘ womKa Sisbw Touno 1
eQeKTHEHO BUSHAYMTH 0COGAMBOCTI ApONOCOMHOTO HAf0py NOOMHA i
’fpusn‘:aaru PSR - MPaKTAVHMX 3I3ABRAHL B ofmacTi BMBRYEHFT XpO-
. MOCOMHMX NMopyweHs, TakuM uMeOM, po3pofka Hosﬁx;'anocnnnaaeﬂ-
HY ﬁuneﬁannix weronis giarsocTHxM xpnluco;not_narugurii €

ésruaabanlu npobaeMaMu cyyacHol mefmusoi reHeTwkH, :
, META I 3ABAAHHY POSOTH, OcuoBHa WeTa poOGOTE - BHBYMTH
EQERTMBHICTD . KOMTAEKCHOTO UMTOTERETHUHOTO { MONeKYASPHO-UM-
_TOreHeTHYHOra 'Rocaipgxeddt B nocTHarasbHiR 1 oOpeHarasbrif
AlardocTuul xposocowHmx aHowanif. [as jocarkeHss BKa’laHol
NeTH Oysu moctasaeHi caifysdi saBgamHs: '

I. OuinwTn ﬁutpeﬁg M[K B npopemcsni MOAEKYASPHG-UMTOT eHe-
THYHOT O aHaAi3y Ha pisWuMX kAiTHHAX B MocTHaTafbhu# I nmpeHa-
TamHu# nepiog. _ ' '

2. Ontumisysatu blnau HepayioaktueHol rifpuauzauyil in
siLu (FISH-gamopecuentHol in situ rifpunusauii) pas inen-
THfivaniy ixnnaingaaaﬁnx XPOMOCON JDIWHM B MeTaQa3HMX i
{HTRPQA3IHUX LAITHHAX ADGUHW 3 BMKODHCTAHHEM KAOHOBAHWX Ca-
reqithux [HK ampwam, .

3. Ouinutw womamsicTo  suxopmcranns [HK-somnis, cme-
nni{#nix nas xpowocom 13, 18, 217 X 1 Y mepuru npw npose-
ReHri  npenaranbrol i noctHartasbHol ;ir*ﬁdcrlsn 33 gomoXorom
rifpuan-auyii HykneiHoBMX KWcmoT in situ.

4, 3acrocysate gani ksowomawol mocaigosmocTi gas  igen-
.THPikauil aGeppaHTHRX XpPOMOCOM TpH ucuuaﬁux. couian.€o 3a§q-
HMX (Qop¥ax xpomocowuwx xsopof (tprcowis 18, 21, anosanii ro-

| HOCOM, BKANYANNM MO3ATKOBI Qopuu).
. HAYKOBA HOBH3HA POBOTH, Bnepwe ouiHesa RocToBipHiCTH He-
paginaktunol rifpwpusauiy in situ gng weradasuoro ra iWrep-



1%, T
Ja3HOT0 aHWaniay anomanif xapioTvny Y ANEHHE.

Anepme BM3HAYEHI YMOBW E IKOPHCTAHH" ubarﬂ udbaru; egexr-
THE'IOr0 MeToAy B nocTHatasbHim 1 npesarasveif  jpiarnccruui
xpoMocowsmx  awomania. fokasawo, o wpasocogocnauvezﬁni
fIHK-30uge pag yentpoMipHux paRomiR xposocod mupmuw €13, 18,
2% !. i 9) woEsa :QexTuBHO nnuupucrongsaru ANS BUABAEHHS
anoManif uaniarluu

‘Bcrakosaesa, w0 KOMILEEKCHE * UUTCreHETHYHE . MOAEKYASPHO-
.uifnresetnnua aacliunenun ni BMEYDTH TOUHICTL ~ MeQWYHO-TeHe-
THUHOTO OPOrHo3Yy. JacTocoBasi MeTOfM [O3BONMIH BHSBUTH Ti
popuy xpowocomHol narosmorii. sxi vacto 3aﬁulau1né9‘ Hegiar-
HOC T OBAHHMH (MapxepHi xpomocoMs, Mo3aTuu3¥ 2 UHCAOM AHOMANb-
HMX KAiTHR RO 20?). :

ﬂly AlarHOCTHKM MO32iUM3My rOHOCOM BMKODHCTaHE MOAEKYAZD-
HO-UMTCr EHE THYHe Rocnifmerus iuTepgazHMX smep.

MPAXTWYHA UIHHICTb POBOTH. Buxopwcranks HepagzoanTnsHoro

papianta rlﬁpnausau{r in situ NpMcXOpBE OTPHMAHHES TOYHOTO

UMTOTeHETHUHOr0 RIarHO3Y & 2-J Pask  mpOTH METORY PaRi0ak-

tuHoro. Orpusani pani fo3soAMAM NifgBMEMTH edekTuBRicTs i
TOYHICTh paHHbO] HpeHATAAbHOI RiarHocTHKK XPOMOCOMHEX XEBOpPOG
naony. Pospobaeni nigxogu Ao Ginavy TOuUHOT MOMERYASPHO-UMTC -

reseTdyHeY QRiaTHOCTHMKM, SKi  ROSBOASDTL  CKOPOTHTH  4ac

mocaigmenns 1 nigswwMTR ROTO EQEKTMBHICTL MiA wac BI¥o-

pUCTaHHG B polnTi WegRYHO-TeHETWJHHX UEHTpiB.

. _AMPOBAUIY POBOTH. Marepiaaw muceprauil Oymm npencraaa;ai
#a osacipammi sigminie MHAI nepiarpi i auTquel xipypril

“(signiny spuxieaux i cnagxoBux 3axsopmBadb Y RiteR 3 nopy-
weHHSM nomxigw i naﬁupardp;f MOAeKYASEHOT UWTOTEHETHKM HEp-

BOBO-NCHXiuYH#X 3axBopmnadb; sabopareniy murorexetuxu Haywo-

BOTO LEHTPY ncuxiﬁunrq 3pcpoe’s PALH) tlockaq. 1993); 1 Mim-

LAY R = o
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HApPOJHONY Cllnoalﬁll "YarTpassykoBa "iarHocTHKa B MepMHaTO-
aoriY i rinesosorii” (Banakaes, 1933); I 3”’isgi Pocikcekoi
acouiauil aikapie Y3l nepusaranori? i- risexosorii (Mocksa,
tSSé): 11V iutepraniowansni® KouQepenyil 3 paHHbol mpeHa-
raasuel miarnocTmm (Fepycasuw. Ispaiss, 1394).

ngﬁﬁlgﬁﬂll. Ha tewy muceprauil onmyGaikosamo 5 po6it. Mo- .
aeagaapuﬁ-unrnreueruﬁhi pocaigeesHq i Giabwa wacTHHa NOCTHa-
TaAbHHX 1 npeHaTaabHHX aHanisis 3pobaeHi asTopom. ;

* JMICT I OBCAr POGOTH. [fuceprauifika poSota suriagesa Ha
143 crop.-uﬁlnqonncanrn TEKCTY, CKXAAMAETHLE 3 BCTYMY, OrASny
“niteparypw, onucy wartepianie i wertogiB pmocnigEenks, yo-
THPbOX po3ginio nocsi;lenug 3 BHKNAJAHHGK OTDHMAHWX Pe3Yfb-
Taris. 3aginqeﬁnn, pucHoBKiB i cnmcka umtoBaHol aiteparypu.

Pofiota micTture 10 ratanoe, 11 wanoekis. '

NONOEEHHY, MO BHHOCATHCS HA 3AXUCT. 1. MoseryadpHo-umro-
TeHEeTHYHKER aHaniz 1H:epmaéﬂnx kAL THHHHX 91D, ri0pHAK30BAHMX
in situ, € BucokojocToBipHYE MeTogoM, WO R03BoASE 3gidAcHEBA-
TH eQEKTHSHY niarhochxg XpoMocoMHHR aHeymaoigif i ckaapHux
BANAAKIB XPOMOCOMHOrO MO3aiUM3My,

2. BHKOD4CTAHHS KOMIAEKCHOTO UHT.FEHeTHYHOro i Moae yasp-
HO-UKTOreHETHYHOT O araaisa -g-xnapli 3 SHCOKHM DH3FKOM Xpo-
uocpuﬁnx anoManift 103BoJA9Ee BWIBAGTH HOCIYB MapKepHUX Xpo-
pocoM i Mosaik 3 ﬂ.eae.nm UHCHOM AHOMASBENX KNiTHH, '

J. Dntumizopani ymosw ¢mmopecuentnol rifrugmsagiy in situ
[H¥-30uaiB EN9 UeHTPOMIDHKX pafoRir XpOMOCON 18, X1 9 gpos-
BONSDTh hapifdo lnenrn@lsgnarp_ql XpoMOCoEM B intép.aaulx
" THHAK. ' ' : Ty : :

4. fHK-somnw aisga-R1-18 1 amsea-R1-6 ass newrpowipux
pafoHiB xpolncﬁu 13131 noaéoailrb rﬁqno igentupikyBaru ui

XPOMOCOMH TifbKM B METaQa3HMX dnpax. .
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SMICT POBOTH S

MATEPINAM 1 METCAW AOCATANZHHE. Buxrpsyu 2 - NQCTABIEHWX
3aBfaHb, OCHOBHMM MaTepiasnowm gochimEexHad OGunu KAiTHHM BOp-
cun xopiowa (KBX), nismpoumtw nunosuHHol KpoBi, mim@ovrvrwm
nepugepianoi xpori.

Brazanuh warepian 1§3 p3gThf: B rpyni imgueipgyysie, nan-
paBNieHWX Ha UMTOTEHPTWYHE LOCJAifNeHHY Mo MoxXasax, -npnnnnrun
B Kainiynif resetnui (I rpyna)l; B Fpgni BariTHux EiHoK, Han-

" paBaenux Ha M ne reﬁéruwuul nokasa¥ (Il rpyma); B KOHT-
pbnbﬂla rpuni, ®o cknaganach i3 340pOBHX la;nai;ggllé.

Ha¥u 6ync mpcasani=oparo 360 noctrHataabrtx 1 52 . npewa-
TaNbHMX BMNANKiB, 3 HHX B 38 NpOBORANOCH KOMTLIEKCHE MOAPKY-
ASpHO-UMTOreHeTHYHe RocaigEcuug. Kpim Toro, UMTOreHeTHYHMMM
HETUABIH'puCTEIBHD 50 iugwBigyyMie KoHTpOAbHOY TpYNM,

flng xonuaro‘innuninggn& 3 1 i.30 3 koHTpoAbHOI rpunn npo-
BEEHO TPAAMUiAHE UMTOreHeTHYHEe AOCAiINEHHS 3 3aCTOCYBAHHIM
MeTOLY KUAbTHBUBaHHS JiMpoudtie nepmpepifioY kposi.B II
rpyni B 31 BuNagKy npoBeleHMA aHanis npenapatie BHTOTOBICHUK
is nekyastuBoeawux KBX (Fapawos B.C. 71a in., 1989), a e 2!
BMNAnKy - AocAifEeHHs nynoBuHHOT KpoBi nﬁuny. oTpMEaHeT 3
LOMOMOrON KOpHOuenTesa 1 fpocnijEesol CTanmapTHUM METOROM
KynbTHBUPAHHG aimpouutie (3axapos R.ﬁ. Ta Iw., 01982300
koutpoai gas [l rpynM, ®o .knagactbes 3 20 pariThux, Hanpas-
NEeHUX .Ha nepépusnana yepes ocobucri woTMBH, npoBeeHMA
ananis npenaparia BHTOTOBJAEHHX 13 “B“' '

loleayanpuu UMTOr eHETHuARA avanis Gy npose;enun 3 BHKO-
puctannsn [HK-z04piBe ansga-RI- 18, anbwa-PI B aav@a-R1-22,
pYAM 17-40, pPDiB, cneuniyvnux lan L2HTpOMipHMX paRonis xpo-
wocow {3, 21, 48, ¥ i Y pignosiguo . B poGori BMKODHCTOBYBA-

M wetop papicaxtusmol rifpuamsauil HykaelHoBiX sncau1_ih 2
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situ (Gall J. E.:'Pardue N.OL.S 192 Chanqler ¥, E., Yunis
1.3., 1978) s - wommpikauiswu, 3sanponmowosanuun Bposux B.5.
(1984) { weron HepapiocaktuBHol ridpugusauii in situ (Pinkel
D. et al., 1986). Pesyabratu o6po6asaM 3 JONOMOrOm CTAHRApPT-

HUX CTaTHCTHYHMX meTomie (3Jaxc fl., 1976).

PEJYALTATH A0CAIAREHHY

OWTOTEHETHYHI MOCTHATAABHI  JOCAIAREHHS.  Umtoresertwuse
oficTexesns nposeneHe 360 imamBiguyman. Cepeg HMx xBopi 3
NZPEMHHOEN 3MEHODECE, HeJ0pPO3BMTKOM BTODMHHMX CTaTeBHMX 03HAK,
" 2aTPHMaHHAM CTaTesoroc jo3piBaHHG B NMOEfHAHHi 3 pO3YMOBOD
pigcranicte afo :eaiaﬂraop popson nopegimem (11,9%); 3
nigospon Ha cuHppoM WepemeBcoxoro-Tepuepa i cwHEpoM Knafu-
geasTepa (14,3%); 2 avowanigMu cTatesoro EuQepeHyiDBaHHg B
popecanx i pirvem (2,2Z); 2 Gararbsa BPOAEeHMMH BajaMM DO3-
sutiy 1 (abo) AP €35,3%); 3 MepTBOHAPOLReHHSM, 2 Nijoapom
#a Ty yM imwy Qopuy ameynsoipiy (36,1%). Y 96 (26,62) obcrTe-
ESHHK BHEBASHI 'xpoupcouui -anoMarii. XpomocoMsi nopuwenks
FYCTDIYaNUCh U Burasnic 1) unCAeHHMX aHOMANIM ayrocoM - Yy
44: 2) uWCACHHWX AHOMAAIR rodocoM -y 7; 3) woaaikoBuX QoOpM
- 4 40; 4) ctpykTypHux nepebymoB - y 4: 5) sapkepumx xpo-
wocoM - 4 1 (raba. 1), B mowrpoabHif rpymi xpoMOCOMHMX aHO-
Manif He BHUBAEGHO, iacusa Y3CTKA XPOMOCOMHMX adodanim s
rpuni '3 MBMP i C(aGo) MAP ckAana 55,2%; npw nigo3pi Ha cHHA-
pox TepHepa i cuHppow Knafugesastepa - 34,4%: B rpyni 3 ame-
Hopeem - 9,4%Z; npu nnpgﬁeﬁni cTatescro fupepeHyimsaHug - 1%
“sig 3araabiol kiAbkOCTi BWABAGHMX maroforif, wxo Bipnosinae

. RanHuM, sKki HamojaTbhCH B nitepntﬁpi (Man. 1),
3 360 oocrélenux WHIHBIUYUMID UMTOTEHETHYHUMKM METOf:MH B
18 (5,272 suﬁalxnx fynn HeMORNMBO iAeHTMQiKYBATH TOHOCOMHHMA
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M03a1UM3M 3 He3HAYHOD YACTKOD aHOMAambHOTO KAoHY. Tomy a‘uuu
BMMAfKAX JYAM 33°TOCOBAHI MOLCKYASPHO-UMTOrEHeTHYHI METOAH.

UMTOTEHETHYHI MPEHATAMAbHI AOCAIANEHHR. BuxcomcroBymuu me-
TO4M OTPUMAHHY “NPSMMX" XDOMOCOMHHX - Npemnapatris =2 Gionvdra
xopioHa i XpoMOCOMHMX Mpenaparis 3 KJALTYpM Aimgouutis nyno-
BUHHOI kpoBi mAogy, npoBefeHe oScTemenHs matepiany sig 52
BariTHux EiHOK, aaﬁpasneusx Ha [l 3 TakuMK reHe THYHAMH Mo-
Ka3aMu: 1) noﬁepeane HapojEeHHY l!THﬁH 3 cuHfpoMox flayxa (14
sunagkis) abo Oararssa BAP (10 swnamkis); 2) MoxuamA sik
saritiol ®iWku (12 Bunagkis); 3) TeparoresHa Ris @a naig (9
eunagkis); 4) cnonrarHi aGopTH Ha paHHix —epwiHax (4 smnan-
KK): 5) 3aXBODMBAHHY, MOB'93aHl 3 ciart® (3 BUMAZKA).

B?peagnhrari npeHaTanbHOro ofctemeHRs 52 eariTHRx xiHor,
xpnnocolﬁg natosorig B naofy BusBAeHa B 4 Bunagkax { B 2 Bu-
nagkax, oO6CTeEeHHX B 3n'n§xg 2 reMoginien, BHEBAeHA YOKROBiua
crate naeny, Bcrawossexi cAigypyM kapioTMNM 2 XPOMOCOMHCE
nqtonnrieli 46 ,XX/45,X; 47 ,XY,+21/46,XY w®m B [BOX BUNALKAY
47 ,XY,+21, BarirtHocti, mnu ergBaeHHi XDOMOCOMHMX axomanin,
Gynu nepepeani { giarxo3w Bepigixopaxi.

Mlicas npoBegeHHs {HBE3A3UBHMX TpOueAUp U BariTthux =iuok
nosinouieuin npo cnoHTAHHI BMEMAM He 3apeectposani. Bei
BaritHocTi 3IaRIHYMAKCL HODMANbLHUMH nnharaiu. HapoAMaMch git~
fies Sygs-gkol BpopseHoi ne ~oAoril. -

IGBEKHHSPﬁﬂlHHTOFfHETHqHl TOCTHATAMBH] ﬂﬂcnlﬂ!EHHJ. Micag

NPOBERSHHS MOCTHATAAbHOI UMTOTEHETHY 01 RiATHOCTHKM B 19 Bu-

nagkax (5.27%) He BRANOCH BCTIHOBMTH TOUHMR 1iarHo3a. 3 HMX!:
| BHNAfOK 3 WaDKeDHOE LORATKOBOE XpoMocnMom; 4 - 2 aHeyn-
noigierm athC“li 12 - 3 ronnculuni-loaaruHSlOI: 1 - 3 noeg-
HaHO® maToioricm cmuppoma Tepuepa i Ennap;ca:. { -3 iepua

PPOAUTHINON (Inﬁu. 2J.
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Y pagicHYa 3  QeHOTHNHMMM  O3HAKAMM  CHHADOMA ﬂagﬂa
KOCRiANeHHS 3 KONOMOrON RMQEPEHUiAHOro NOQApOUBAHHY 103R0-
amaM  {AeHTMQiKUBATM nNOXOREeHHS MADKepHol xpowocowu. [llicas
npdneuanun_ndliuanrisaat riopupmaauiy in situ 3 s3actocysas-
HsM xpowocowoeneimgivporo [HK-30mpy assga-RI-6 Bgasocy 3°9-
CYBaTH MNOXOREEHHS MapkepHol XpoMocoMM,  SKa 6yaa RepHBATOM
(der’ q1 XpOMOCOMH, -

3 12 ppofanpie 2 nino3pom HA roHocOMHMA Wo3aiuMaM nicas
NPOBEejeHHs "KAAcWYHOI" uMToreHeTWyHol RiarsocTukm, 8 npoee-
AeHa pafioaRTWBHa rifipmawsauig HykaeiHoBMX Ki.:goT in situ |
.4 - FISH riGpmamsauia. 3 mmx: 4 - 3 OpUNYNeHwN AHOMAAbHWN
gnoxom 45,X (cungpow Uepewescokoro-Tepuepa), 6 - 3 cuHnpoMom
KaadupeanTepa -i 2 - 3 cumppowow tpunno-X. Ha ucnoni cXeMu
aHarisa uoaaruhalu y pcix 12 punagkax ofCTeReHHX UMTOr eHe-
TAYHHKA METONANA MOEH3 OUJN0 BUKANYMTH AHOMAMbHWA KAOH, TakK
gk Ha {7-23 HOpMAAbRI KAiTMEV JycTpivasmcs 1-2  aHomamsRi.
fipoTe, BpaxoBymyM NPHCYTHICTL KAIHIYHMX 03HaK XpoMoCOMHOY
xpopofin B nauienTis, a TaKkoE BUSBASHHY aHOMANbHWX KAiTHE,
Wamu 6Yyna LDOBeReHA WOAeKYANPHO-UATOreHeTHyHa RiarmocTuxa. Y
BCiX BMMARKAX 3 [OHOCOMHMM MO22TUM3MOM [pOBefeHMA aHadis
XpoMocoM, SX B weragasemx, Tvak i B iWTepQasHmx KniTHEAx.
Nicag yoro B imgmeigis 3 nigespom Ha Tpunao-¥ B ofHOMY BM-
nagky pgiarmo3a nigreepamece (10% AHOMATbHNX KaiTH), a B

imwoMy. - Bci KAiTHHM BHIBMIMCH HODMANbEMMH.

" Mipu ofctezenni nayicuris S‘EIMJDDIGH Teprepa | cuHgpoMox

imafuger repa giarHo3M, BCTAHOBAEHI UMTOreHETHYHMME METOfa-
MW, NiRTBEpREEHi. '

Takuu uMHOM, 3 HKONGJOrom [HK' piarwocTueM BACIoch niaTBep-
mute 11 (91,6Z) npunuwenux piaruocie 3 12, HanpaBaewux Ha
MONEKYNGDHO-UMTOreHETHYHY AlarHocTHKY ~ Nifo3poE HA rOHOCOM-
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HHA MO3alum3M. _ _

J 4 synagxis aneynacipgiY ayrocoM B ~pHOMY DMDAEK" HDOBE-
sesa papioaktwesa riGpmpmsauis in situ, ® Tpoox - FISH
rlﬁpngladﬁin. 3 mux: J - 2 wosaTkosom popmom cHHppoma [cjHa,
{ - 3 cusgpomom Egsapuca. [Ipw saciocysawni xpomczomocne™
ungivroro fHK-20mpy amsea-R1-22 BcramoBsenwA Riarsos cuHmpo-
wa Epsappca B iute-gasznmx i wertagasuux kairtwHax, npuuomMy Mo-
3aikoBa .opui 3 GHOMANbHMM n:oqpl' 30%. Ilipw smopucTaRHi
AHK-30Hpa, cnequgiusoro Ras xpowecox 13 1 21, B weragasmux
hnitumax fiys nigrnepxlsﬁlt y Bcix Tphox BWmagrax wo3alxoBufl
papiant xsopoGu flayma. :

50lﬂin§lqn UMTOr CHe THYHMR 'i MONEKYAGPHO-UHTOT EHE THYHHI
ueran aRanisa aHoManif XpowocoM, NPH BMKOPHCTAHH] RBOX Xpo-
wocomocneuugivkmnx [HK-sonpis ans@a-RI-22, pYRM 10-40, scra-
HOBAEH¥R B OfWOMU BMnaaky xapiotun 46,XX/45 X/42 XX, +18 2
cniepigaobennsw xnonis  §02/40%/10Z, a npm  3acTocypakhi
ﬂﬂH—anﬁaa-ppniﬁ nigreepszenwh xapioTtun 46,XUs45.X , npndﬁly
3 He3HawHO® YacTkom (12%) Hopsanshoro kaowa 46,XY.

_Taxuu uunowM, 3 gonoMorom xpoMocomocrmeumdiunux [AHK-sonpise
MOEHA MPOBORWTH eQEKTHBHY RIiarHOCLTHKY CKAAfHMX BMmagkie xpo-
Iocnlnafo M03alUK3Ny, BU3HAYATH Y.chenni 3winw aweynmoigiy
ayrocox, w13 1% 1% M :

Iogesylspun—unrufeaejuuni ¥eTORM aHanisy xapioTuna Jmpuew
{ knomosani gparwestu MHK  mmgmsn ( xpomocomocneungiuni
[MHK-308pH) goanxélwb Glmuw 7Towio 1 eQeKTHBHO BM3H&NaTH
ocofamBocTi xposocoxmoro HaSopu, [lpore, 3acTOCYBaHHI Iéroua
aepaiicaxfnnno! rifpuguaauil in situ dcrnainne&bch TOMY, ®O
nﬂﬂ—aﬁnga’nph pisHoMaHiTHHX UMOBAEX rlupusnaauii ¥OEYTH MiTH-
™" OKpeMi rouuupf!qnl xpoldcoui i oxpemi rpyn¥ XpomocoM.

3llaluwu_gloan ﬂponeigans Hegag!aawrnnnol rifomguaauii in
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5 sitnfnai;;cs “ncrdhunlrx. -0 AHK-sounm aiﬂia—al—za. pYax
: 10-40, pPDI8 cieunpivnl AAS UEHTPOMipHMX padoHiB ipouocsu
13(; X i Y eignomigno npn riﬁpuliséulr B CMEUKQiYHMX UMOBAX
escneplleura (rlupl;nsanls B cymiwi ZxSSC §0Z gopwawip npu
2¢Ci aialsnua xpalodonuux npenaparis y cymimi 0,1x55C, 50%
' gopraxin) go3sosseTe HapifHo igeHTHQikyBaTH XpoMoCouH 18, X
i Y p weragasHMX | {HTEp@adHMX KAiTHMAX. BMKODHCTOBUDNM
fHK-sougs- aaspa-RI-18 | asb@a-RI-B, creum@iuei Ang ueHr-
ph!ipuli paronis xpowocow 13 i 21, apw riSpwamsail B on-
r;nlsnzaunx YMOBAX EKCMEepMMEHTa HEe RO3BOASETL 1feHTHQIKY-
"Bati ui  XpoMocowm i. {.Teppaskux ampax 3-3a aprTeQaktis,
ROB’R3aHKX 3 acouiayiamm aKkpoueHTpHYHKX XDOMOCOM B iATEPOAI-
HOMY SARi. s 2

Ans ouiHKHM MOXAMBOCTI BMKODHCTAHHS METORA HepaiioakTHBHOT .
rifpuauzauil 3 METOE BH3HANCHHS qmcaa xpoMocox 13, 18, 21; X
{ 9 B iHTeppasHMX KkaiTHHAX mooaRatisyBam 8 3paskie nepm-
gepifHol kpoei hauightia 3 HopMaabHuM KapioTmnow. ;

8 Aoc:ix:unauﬁx . 3pa3kax fes nparoaorii BH3IHaYAAH
cniBeifgHOMERMY YACTOT SABD E pi3HOMAHITHMM WHCAOM CHrHA®iB
HepapioakTHBHOT litxﬁ_ (raba. 5, 4),- Peaympraru Rocainmens
CTaTeBMX XPOMOCOM nouaaadu. wo: 1) Girswe 96X sper B waite-
pax 3 gapiorunox 45.XY wicrare ogme cHrsHan mepapioaxkTuBHOI
witkn npu swxopu- tanri fHK-songa pYRM 10-40 1 Giapwe 35
apep - wicTaTb OEMH CHIHAR npu Bukopuctanni [[HK-3oupa pPDI8;
2) Gimowe 30% gpep B kaiTHHAX rapioTunow 46,XX wamtey JBa
cnrnaja Uinrnnixbosasut Miten npr semxopucramni [AHK-30mga
.pYﬂl 10-40, a aranis minovore n?a!otlmg 3 RONOMOTOD Iﬂﬂ—soa~
aa pPDiB, cneumgiumoro pnm -XpowocomE 3 npo;anaacrpgnaa
SIRCYTHICTD curuany » 987 imTepgasumx siep (xa:. 2). Taxm

JHACY, iHTEepQasHMA a1 i3 2 BWKODHL raHHOIM NHK-306ie pYAN
) '



T § e

{0-40, pPDID, creuMgivKMX ASS WeHTpoWipHMX D3AOMIB XpoMocoM

X 1 Y pigmomigHo, RO3BOAYE ABTKO pOSpi3HATH liauuaa_i 40~
ausiukn uaﬁfutnn. ; , '

PesyabTaTtH aHARi3y ayTocoM, OTPHMaHi npH nncnl;leﬂui HOP-
¥anbHux 3paskis 3 pgonoMorcm [HK-3cwgie aavga-Ra-18, caabe
pa-RI-6, - anvpa-RI-22, crmeyu@ivnMx BA9 UEHTPOMIDHMX paRoHis
xpodocox 13, 21 i 18 signosigHo noxasaam, wo: 1) npu'nnxn—
puctand. JHK-3ompa asvga-RI-22 B cepegnboMy 90% rifpunusosa-
HMX 1HTepgaawux 4mep MeMTHCTPYETL ABA CHrHasa Gic/uHincoBa-
#Hoi wiTeu, .1 me Giseme 3% agep Rawte TPy riGpuaMzayifumx
cursana; 2) noou Buxopucranui [JHK-3onpis asp@a-RI-18 | aan-
9a-RI-6 wnamfisbwa xiAdbRICTD' IHTEDQA3HMX KAITHH MicTHaK 4
curi#asa HepanioakTWBHOT MiTKM, W0 CKAafo B CEpefHbOMY A4S
kpoMocoMy 13-52,2%; pas xpoMocoww 21-48,47 (wan. 3). Po3-
nORin SAep 3 TPLOMA CHrHAAAMH B HODMAJbHMX 3Daskax, ROSBOAMI
3poOWTH BMCHOBOK nNpo Te, Mo npW riGpuausauil AHK-sonp ams-
pa-R1-22 rtouHc ineHTHQikye ﬁpaancsnu I8 5 iureppasnowy sgpi,
a AHK-zongn asawvda-RI-i8 i aavga-RI-L He ROZBOAINTL TOYHO
unﬁnaqarn yucao xposocod 13 i 21 B inTepdasnomy appi.

B mpoueci nacnlgleans MORA¥BOCT] BMKOpMCTaHHY iHTEpasHo-
-To aHaiisa B MefuuH’'A nmpakTuyl samW OYA¥ npoaHaxisoeadi TpM
3paskM 3 aHOMAAbHAM KapioTumow (46,XX/47,XX,+18; 45,X/46,XY;
46,X49747 ,XX3) i nposepeHu™ nopiBHANbHEA aHanis vacToTw pos-
nu;laﬁ HepagiocaKTMBHOI WiTE¥ B 3pasrax 3 zopwes i narozories
‘(wan. 4 (a, 6, B)). MpoBemeumA craTwcTHunkA aHanis posmonisy
CHrEAAiB HEDaiioAKTHBHOT #iTKW s iHTEDOAsHMX SAPAX HOIBOASE
3poSMTH BMCHOBOK NMpo Te, KO aHose1bHi 1 Hopsasbri kapioTunu
ROETOBIDHO MONHA POSPi3HHTH. ¢

Takux uweoM, oTpuMasi AaHi CBiJ 4aTb MpO MORAMBICTR npﬁsé—
REHHS J1arHOCTHEM xpénocosaof navonorii, awaniaymum e tiap




pash e A i 3
'Ln rera.iani éxe i int-ppasHi ggpa nicaa w#epagioaxTHBHOY
'_ rifpugn3auii 3 xpnlocnnncneunoiwnnnu [HK-30xnann pPAM 10—40
pPD18 1 amga-RI-22. :

MONEKYMAYPHO-OUTOrEHETHYHI ﬂPEHRTGRle JOCNIAREHHS. Mertop
mnlupocnenrnni 'riﬁpuuuaéuif ngxneiuo;ux kucaot (FISH) 6Gue
3acTCCOBAHHA upeﬁarajbno B 17 BHMagKaXx Ha - HEKYJAbTHBOBAHUX
" gniTMRax BopcHE xopiosa. la ﬁunbruaonanux gaiteHax aiwdo-
qurie nﬁnuanﬂnni kpoBi nuiofy HepajioakTuBHY ribfpuaMsauism Bu-
KODHCTOBYBaSH B [BOX BHNagkax, B Pe3YAbTATI MOAEKYAIPHOTO
focainegenss 3 puxopuctasnaM [(HK--ompa pYAM 10-40, scraHoBae-
" mMfi ®mapioTHn IB.IX/!ﬁ,X. a npu suxopuctanni [iK-soHga aab-
9a-R1-6 sugsaewud kapiotun 47,XY,+21, ®o moBuicTm nfxtsepnx»
8¢ pocToBipHicTe “KAACHUHOr 0" UMTOrEHeTHYHOro pRochipXeHHs,
NpoBefleHOr o u&lu He 3baaxax nynouudol kposi. B nepwomy
cnocTepeseNHi 3 CHHEpOMOM lepe:encﬁkuro—Tepuepa fyao npoBe-
AEHO. focAigEeHRY ax-uETabasunx. TaK i '1H1epmaanux KAiTHH.
BcraroBaeko, WO péagnbrarn iHTepgasHoro aHanisa noBricTm
cuisnaxanw; 3 AiarHo3nM, BMSBIEHMM HA METADISHHX NAACTHHKAX
Kpoei naopy.

B mgrOX iHEMX cnOCTEpeXeHHSX 3 TpHCcOMiem mo KDDIGCOli. 21
(47,XX,+21; 46,XY/47,XY9,+21), BHSBAe™MX B HeKYN" THBOBAHMX
sgpCuHHaX Xopiowa, nposegera riSpuRusauis HYAETHOBMX KHCAOT
in situ pas _z1nnnqeaan_aﬁo ninTeepaEeHHs Mo3aiuyuzwa. [lpu
3actocyeanni xpoMocomocneuudivporo [JHK-3orva assga-RI-6 Ha
ueragasvux knituHax Guan niniaepnleﬂi mtoredeTwyHi piardo-
'3u: cudppon flaysa © mnepwoMy BHMNaAKY 1 Mo3alkosa Qopwa
: TpHCOMiT a1 é AHOMANbHMM KIOHUI 8 30Z - B Apyromy, '

B 15 spaskax 3 HOpMARbHWM napluTnnol  BCTAHOBNEHUM B HB!
MOAPKYASPHO-UMTOr eHETHYHE KOCTiJEEHHS N[ IBONMIM 3 METOD BHK-

"OYPHHS TOKWAKE B noct BAewni piarposis 1 nA%  BU3HAYEHHS



- 13 - :

HapninnocTi npexsatansdoY igesrmpisauil crari nmnopy. ﬂpn
riopuamseuil y scix 3paskax sacrocosys~amch [HK-sowgm . am- -
pa-RI-6 nwa wertagasmumx nnactwerkax i pYAM 10-40 aGe antﬁ. S
Ha MertadasHMx, Tak i Ha iHTeppasHux naactuakax. Ha ocuosi
inTepgasnoro ananisy xpoMocoM michs. ¢nnépecuen1nu! rifpuan®
3anil HYknAe THOBMX KizaoT Gymn puasseni 9 naopis qolosiqnf i
6 minmowoY cratri. B opgkoMy BMRaEKy BCTaHOBAEHA NMOMHAKA P
piarsocTrui c}ati UMTOT@HEeTHUHAN METOJION. BUKODHCTAHHY MeTO-
a 01lopecuearuol-l riopuausanil geMoHCTpPUe cyBOpYy cnoe-
ﬁa&iunicrb xposocoe X, Y 1 nigreepu®ue nosHy Haji#HicTh npe-
HataneHol ipertugikatiy crari, 9K Ha crapiil Wetagass; Tax i
B inTepgasi. '

faxnl YWHOM, MeTOL OQABopecueHTHOl rifpuam2auil HukAeIHo-
BUX nné;ur ROsBOAgE 3INIACHOBATH RIArHOCTHKY YHoMOCOMHOT na-
tosnoril (ameynnoipii, uﬁaafnnaua) B NMpeHATAAbHMA nepiog Ha
crapil wéradaswu. [lpu suropuctamni JAHK-sonmis, cneuwpismix
aas ueﬁrpéuithx pafonip xposocow X, Y -1i B iurepbaauuug
anpi. lpu obcremessi kapioTuny weropnoM QamopecueHTHOT rifpu-
Eu3auii BEAETHCA 3XIACHHTH UBMIKe BH3HAYEHHS OCHOBHHX Xpo-
:aconani xeopof Ha nporaai 2-3 guiB nic.g oTpUMaHHS uMTore-

-

HETHYHHMX npenapatiB Ha pigwiny sip -9 guis npm BuRopucTamui
panioaKTHBHOTO MeT. AU, WO CYTTEBO ninﬁnnge ePeKTHBHIC™S

RiArHOCTHKH.

BUCHOBKY
wld Mipoepenc 417 uuinrengrnqnnx nécniuxeuﬂﬂ‘g BariTHux Ta
anphx 3 ﬁlguapol Ha CnajgKoBy natosorin. Y iDO'(Z&,IZ) 3 HHX
BUSB..2H1 Xpo.ocoMHi aHoManiy, gruﬁ;eunn gkuX Oyne ueolxipHuM
B 38 punagkax HOS YKUASPHO-UKTOT €HETE IHHMU nefanalu.
2) ﬂnwnuiaaaan' Y¥oBM QamopecuenTHol ribpmumaanil in situ
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[RK-3ongie Adst uenTpoulpnmx pamonis xpoMocox ;3 pai XE 25 ) sﬁi
A03BDASEATE uant!nn inenthpigyBark pi xposmocowu B iHTEDPISIHMX
KA1 TWHEX NpW nporefeRHi nocT- 1 NPEHITAABHCI RIArROCTHEM.

3 ncéuiauirTaspouentpnwnnx-xpouobou. HagBHiCcTL HAKAAgeHb
8 iHTeppaznux KaituHax 1 QeHoren rervepomop@isma romosurivHKX
XDOMOCOM N0 3%icTy LeHTPOMIDHUX nocaigoskocted [HK apuBo-
EWTL 10 SMEHWEHRS WACA iHQODMATHBEAX Sfep, %D He H03B0JASE
3aCTOCOBYBATH ﬂHK-aon:k. cmeunpivei gas xpowocow 13 i 21 mpwm
inreppasuowy avanisi 8 nocreavanvHif [ nperartasssin giar-
RocTHUi.

4 Olnupecﬁearna rifpupusauia in situ 3 IMEOpMCTaHHANM
fHK-30ugip, zaranewux ang xposocow 13 i 21, possoage ege-
TuBHo inenTudiryoarw ui xpﬁuncunn TifAbkM B METADA3HMX KAITH-
HaX. i

§5) NpaktHuxe 3§cracgsauﬂs xponoﬁnlncnaunoiqnnx {HK-
sonpie, axi sapkymTh uenTpomipui pamomm xpowocow 13, 18, 21,
X 1 Y, pospoagc 3RIACHYBATH KOMNASKCHY MOAEsYASPHO-UKMTOreHe-
THUHY RIArHOCTHKY OCHOBHHX XPOMOCOMHMX aHOManif y ADAHHM,
0B 438HUX 2 qntneuuﬂuu NOpYBEHHSMM CTATEBMX XpoMOCOM 1 ay-
TocoM (cHEZpoM Knafugenbtepa, cCHAHLDOM lepelescbxaru—Tepuépa.
CHHLPOM TPMNAO-X, CHHEDOM ERBapALa, CHHEpOM flaywa).
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winow mru sukopuctansi [HK-somga pYAM 10-40

. Ta"maa 3
O 3pigHowerHs YacToT quep ¢ pimm umchos cursanis Hep-yiioaxkTHBHOY

i \ Wcno cureanip HepaniocaxTweHO MiTIM H
poc- Kapiommi :
aiga | A g 1 : 2 H 32 H

1, | 465, XX : 30,62 ! 30(6,4% | 438091,20) 0 40,82) | 5440 !
2. ' 46X 1 20,27) ) 51(5.32) | 866(30,220) | 12(1,8%)' 192,021
3. 4 46,XX ) 40,72 ) 437,32 ! 532(90,87) | 500,92 ¢ 200,31 |
40 4 46,00 1201,02) 574, 7%) - b 1121092,82)0 10C0,82): 8€0,72) |
5. 1+ 46,09 § BC1,52) 1 491096, 72) ' %480 b S H
6. 1 46,XY9 ) 6(0,70) | B40C92,27) ¢ 1B(2,1%) | - - :
7. 1 46,X9 1 900,92 | 1025(97,6%00 16(1,50) 1 - H :
8. & 46,XY ! 800,90 i 9072(97,52) ! 15(1,60) 1 - § = :

Tatmmg 4

CniBeiHoEHHS Y3CTOT Sfep 3 pisHum WMCAOM CHTHANTIB
HepapioaxTierol MiTEM npu puxopuctanHi [[HK-somga pPD18

8 Sk : i ncso cwrsanis mepaniocakTvrHol MiTkM
imoc- | Kapiommm | :

inima i : 0 - : i H 2

HiG SIS Bl (8 1 Po423(98,3) & 501,20 P 200,50
P2, 1 46X t 862098,60) 1 70,82 'O
V8. 1 R V12398, 00 0,72 | &0.30)
14, 1 BX ! 6679840 1§ A1,00) P&0,80)
g i 1 5 o BT . < 1. 4 S R 155 8]
t6.. 1 46X iOi62,823 ) 9530%6,Z0) 1 6(1,02)
ol e S - | VO15(2,8%) - ! S16(9%6,37) 1 50,90
8, | 46,04 i 16(2,3z) 1 690097,02) 1 5(0,72)
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Maa. 2. PesymTary ¢AMOPECUSHTHRO: riSpmamsani v 8 gpaskax 3
HOFMASLHNN KapiOoTun~m ngm smxopmcranni AWK-somais pYAM 10-40
1 pPD18, cneumgi=EEx AD mip-: pamoniep xpomocon X i Y

. migmowmimmo:
i - ss% xpomocomm X3 B - aam xpomocomm ¥

Maa. 3. PeoyanTaT™H PANOPECUSHTHOT riSPmamsanii mpm  gocsig-
zenwi’ SPasKki®’ S HOPHasLMMM KapioTumom 3 gomonoros JEK -conais
am9a-N1-18, ampa-RI-22, amPa-R1-6, CcHeuNEITENI A0 USHTPO-

mipumx pakomi®s Tpomocom 13, 18, 21 pignowigmo: :
T - amm rpomocomm 135 BS - aam xpomocomm 185

"] - aam xpowocomw 21
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Maa-- 4. Posnogia curnaai muigmm'i niTkK® P cpaskax S

AOPHAALHMA | aFOmasLHMM KapioTwnom:

a) peayiTirnm FISH riGpuamsaniy. 8 ~pasxkax o wkapiormnom 46,XY i
£, XU /47,X0Y (cnipoianouenns Kaoris B0%/20%) npm  PuxopkCTaRRi
AHK-songa !g'lﬂ'l 1C-40, cneumPivROrg AAR USHTEOWMIPHOTD -pakma

TpOrOoOMK N = OPM HOPHi - MPp® naTOAOT1ij
B) peaggsuTaTn F1 TriEpugnzani ¥ B apaswax 0 KapioTunom 46,XY
i 45.X/46,%9 (cniepignowenna waonier BB%/12Y) npw psxopwcTanm-
ui AH¥-zoxga, pPN18, rnoumpivEoro -an ipHOTaQ Pakiona
xpomocomm Y N3 - nmew wopmi ; . - mP® naToAOTYN S
B) PESYALTATH FTS!?'-:Gpinami 7 B opasKis 5 Kapiormnoa 46,X0 i

A, IDM/87,XX,118 (c1ieRi AHOWEHRR waowin 70%/30%) npm  PeKO™nNC—
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Xpuwctuy A, B, lnnexgnnpnu-uutorenérqqecnle HCCAefOBAHNG
XDOMOCOMKEX JHOMZAMA B MOCTHATANLHOR W MPEHATANbHOA, pWAr-i0r-
THKE MDH MEeAWKO-TeHEeTHYECKOM KOHCUMAbTHpOBAHWH. [Wcceprauus
H3 COWCKaHWe YYeHOA CTCTMEeHW KAHAMAATA OHONOrMYECKMX HAUK.
CneywaasHocTts 03.00.15, - redeTka, YKpaMHCKMA MHCTHTIT yco-*
sepEeHCcTBOBAHMS Bpaved, Xapoxkos, 1994, )

B gans#of pafioTe NPeACTABAGHH pPE3YALTATH MPAKTHYECKOTO
NPUMEHEHHS MeTOLA HeDANWOoAKTHBHOA rubpuguzauu in situ B
‘MOCTHATANBHOA W npenérsnbnan LEMArHOCTHKE NPH - MeHKO-TeHEeTH-
yecKow KOHCYAbTHpORaHMK. [lokazaHo, YTO METOA QADOPECLEHTHOA
rUOPHAMZAUNN HUKJIEMHOTMX KMCAOT NO3BOASET OCYWECTBASTL RMar-
HOCTHKY XPOMOCOMHOR I3TONOTHH (aHeynmoWmMA, MO3aMUM3NA) KAK

B [MOCTHATaNbHEA, TAK ¥ B NpeHaTAAbHHA nepuon.

Khristich A. U, lolecuiar-cytnnenetlcs investigations of
chromosome ‘abnormalities for postnatal and prenatal diagno:
sis in medical-genetic consultation. Dissertation on compe-
tition of academic degree of candidate of biological scien-
ces., Speciality 03.00.15°- genetic, Ukrainian Advansed Trai-
ning Inétitute for Doctors, Kharkov, 1994,

The results of the practical applicutiun of non-radioac-
tive hghridizatlun in situ for’ pastnatal and prenatal diag-
nosis in medical- gengtlc cuasultation were represented at
this ork. [t has been showew, that the wethad of fluores-
cent hubridisation of nuclei acids allous to Qiagnuéticate
thu'ctiulnso-ni'patbuln|1 in postnatal and prenatal period.

Kainoni‘ cLJaaf MONEKYIApHO-UMTIJreHeTWYHi gocnipgmenns,
aHeynnoipii, xepiovenwies, kopaoueHTe3, rifpupmsayis Hykaei-
Horwx KucaoT in situ, xpomocownl aHowaniy, inaqrqnal.
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