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MOJTHORK30OMHBIN AHAJINU3 OITYXOJIEBBIX KJIETOK
TP XPOHUYECKOM MUEJIOUJTHOM JIEMKO3E

TexHOomOruu CEKBEHUPOBAHUS CIIEMYIOIIETO I0-
konenus (CCII) u acconuupoBaHHbIE C HUMH METO/IbI
OmonH(pOPMAITMOHHOTO aHAJIN3a OOJIBIIIMX MAaCCHBOB
JIAaHHBIX HYKJIEOTUAHBIX ocnenoBarenbHoctet JJHK
u PHK Ha cerogHsAIIIHUN MOMEHT SBISIOTCS OQHUMU
13 Hanbojee MEepPCIEKTUBHBIX U OBICTPOpa3BUBAIO-
nmxcsi. CCII n 6uomHpopMaOHHBIA aHAIHU3 TI0-
3BOJISIET MPOBOAUTH OMpEJENICHUE MOCIeI0BaTENb-
HoctH Beelt JIHK, Bkimtouas Hekonupytrorue oonactu
(TOJTHOTEHOMHOE MCCJIEIOBAHME), TOIBKO KOAHPYIO-
meid yactu JIHK (momHosK30MHOE HcciienoBaHue)
WJI CEKBEHHUPOBAHHUE OIPEICIICHHOTO0 Habopa TeHOB
(TapreTHoe uccnenoBanue). MccnenoBanus TeHOMOB
Y SK30MOB TIAIIMCHTOB C Pa3HBIMHA (OpPMaMH MHUEIIO-
WJTHBIX OHKOTeMaTOJOTHYECKUX 3a00JIeBaHHM I10-
3BOJIUIM BBISIBUTH HECKOJIBKO PEKYPPEHTHBIX MyTa-
IUH ¥ ONTUMHU3UPOBATh COCTABIICHUE TIPOTHO3a IS
Takux manueHToB. Kpome Toro, npumenenue CCII
1 OMOMH(OPMAIIMOHHOTO aHAJIN3a Jaji0 MOYBY IS
TMOHMMAaHHUsI TATOTeHE3a dTUX 3a00JICBAaHUM U TTOCITY-
YKWAJIO OCHOBOM JIJ151 pa3pabOTKu TapreTHON Teparnuu.
OnHako 1EHHOCTh U MEPCIEKTUBHOCTH MCCIIEI0Ba-
HUI MaTtoreHesa, oneHku 3(PGHEeKTUBHOCTH TEPANTUH U
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pa3pabOTKU TapreTHON Tepanuu MUEIOUIHBIX OHKO-
reMaToJIOTMYeCKUX 3a00JIeBaHUI C NCIIOIb30BAaHUEM
TEXHOJIOTMM CEKBEHUPOBAHHUS HOBOTO ITOKOJICHUS
U METOJOB OMOMH(OPMALMOHHOTO aHajau3a IOJ-
TBEP>KJEHBI MOKa €111e B €AMHUYHBIX UCCIIETOBAHUSIX
3a MOCJIEIHUE HECKOJIBKO JIET.

I]envio nacmoawye2o uccnedosanus 66110 N3yde-
HUE 9K30Ma OITyXOJIEBbIX KJIETOK MAalUEHTOB C BIEp-
BBIC BBISBICHHBIM XPOHUYECKHUM MHEIIOICHKO30M
(XMJT). Anarao3 XMJI moaTBep kJIeH ITUTOTCHETH-
YECKUM M MOJIEKYJISIPHO-T€HETUYECKUM METOIAMM.
IToTHO®K30MHBIN aHAJIU3 OITYyXOJIEBOW TKAHU BBITIOJN-
Hed Ha miatdopme lon Torrent (Life Technologies).

B HacrosAmmuii MOMEHT NpPOaHAIU3HUPOBAHBI K-
30MbI 3 maruenTtoB ¢ XMJI. buonHndopmariioHHbIi
aHaJI3 JTaHHBIX, MOJYYCHHBIX IMOCIE TMOJHOIK30M-
HOI'O0 CEKBEHUPOBaHUsI BbIABUI OT 2855 no 3326 He-
CHHOHHMMMYHBIX OJJHOHYKJICOTHIHBIX 3aMEH Ha KaX-
JIBIY DK30M, CpeJih KOTOPBIX OT 774 no 876 sBisitoTCA
BIIEPBBIE BBISIBICHHBIMU (HE ONHMCAaHHBIMU B 0aze
naHHbeIX dbSNP129). JlansHeitmmii 6nonndopmanm-
OHHBIN aHaJIN3 MTO3BOJIUT OIMPEACIUTh PEKYPEHTHBIE
MyTallUH, UTPAIOIINE ONPENEICHHYIO POJb B IATO-



TEHETUYECKUE METOA4bI ANATHOCTUKUN TEMOBJIACTO30B

reneze XMJI. Kpome toro, BersiBiieHo ot 159 no 230
OIHOHYKJICOTHMHBIX 3aMEH Ha Ka)KJIbld 9K30M B Te-
HaX, KOMUPYOMUX Masble nHTepdepupyromue PHK.
[To nocneanum nanubiM MUPHK urpator orpomuyto
pOJIb B IAaTOr'€HE3€ OITyXOJIEBBIX 3a007I€BaHUM.

OOHapy)XeHHBbIE OJHOHYKJICOTUIHBIE 3aMEHBI
MOT'YT UI'paTh KJIIOYEBYIO POJIb B IOHUMaHUHU MOJIe-
KYyJISIpHBIX MeXaHu3MoB marorere3a XMJI u paspa-
OOTKE HOBBIX MPOTHOCTUYECKUX MapKepoB dpdek-
TUBHOCTHU Tepanuu XMJL.
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OUTOI'EHETUYECKHUE ABEPPALIUU, IPUBOJAINMUE K YBEJIMYEHUIO

KOJIMYECTBA KOIIUI T'EHA BCR/ABL TP XPOHUYECKOM MUEJOENKO3E

Beeoenue. Xpounueckuii muenoneiikos (XMJI) —
KJIOHAJIbHOE MUEJIONPOIndepaTuBHOE 3a00IeBaHE,
XapakTepusyrouieecs: HaJlU4yheM Crenupuueckoi
xpomocoMmHO#l aHomManmuu — t(9;22)(q34;ql1) —
dunanensduiickoii (Ph) xpomocomel. Pe3ynpraTom
9TON TPAHCIOKALUM SIBISIETCS IOSABICHUE XHMEp-
Horo reHa BCR/ABL, NpOXyKT KOTOPOTO BBHI3BIBAET
HEKOHTPOJIUPYEMYIO Ipojudepanuio KIeTOK MH-
eJIONJHOTO psANa. YBEITWYEHHE KOJIMYECTBA KOIHN
Ph-xpomocombl U, Kak ClIeICTBUE, KOJIUYECTBA KO-
MU XUMEPHOTO TeHa, SBISICTCS OAHUM W3 TIPOSB-
JICHUW KJIOHAJIbHOM SBOJIIOLMHU U MOKET SIBIISITHCS
OJIHOW M3 MPUYMH PE3UCTEHTHOCTH K Tepaluu HH-
ruburopamu TuposnakuHasbl (MTK).

Ilenv uccnedoosarnun — npoaHaIN3UPOBATH Ya-
CTOTY M XapaKTep aHOMaJui, MPUBOIUBIINX K YBE-
JIMYEHHIO KomdecTBa konuil rena BCR/ABL.

Mamepuan u memoost. O6ciienoBano 285 60b-
HBIX C KJIMHUYECKH M IIUTOTCHETUYECKHU MOATBEPXK-
IeHHbIM nuarsozoM XMIJI. Ilutorenerudeckoe wuc-
CJIeIOBaHME KIIETOK KOCTHOTO MO3Ta OBLJIO TpOBe-
JIEHO 0 cTaHAapTHOW Mmetoauke. IIpu nmposenenun
Metona (QUIyOpECHeHTHON in situ THOpUAN3AINHI
(FISH) wucnonszoBana metka BCR/ABL DC DF
(Vysis, CIIIA). Bece FISH-uccnenoBanus mpoBeieHbI
B Jjabopatopuud UUTOTeHETHKH OHKOJIOTHYECKOTO
nentpa — HMuctutyta um. M. CxiomoBckoii-Kiopu
(Bapmaga, Ilonpma). [Ipyn kapuoTunupoBaHuu aHa-
nuzupoBasu 20 metadasHbIX IacTUHOK, Tpu FISH-
nccinenoBanun — He MeHee 200 nHTepda3HbIX Saep.
[Ipu ananu3e U oNMCaHUU KapUOTHUIIA PYKOBOICTBO-
BaJINCh KpuTepusamu International System for Human
Cytogenetic Nomenclature — ISCN, 2009.

Peszynomamot. 13 285 6onpabix XMJI kITOHATE-
Hasg sBoronUA B Ph-mmo3suTUBHBIX KileTKax Obuia
o6HapyxeHa B 50 cinyyasx (17,5 % obcnenoBanHoM
rpynibl). Cpeau otux 50 OONBHBIX IUTOTCHETHYC-
CKHE aHOMAaJIM{, MPUBOJMBIIHNE K YBEIMYCHUIO KO-
nuyaectBa konuil rena BCR/ABL, Oblin BBISIBICHBI Y

29 (58 % cayvaeB kJIOHANLHOU BoMIONMKN). JlaHHas
rpymma u3 29 GonpHBIX ObUTa pa3ziesneHa Ha 2 MoA-
rpYIIbl B 3aBUCMMOCTH OT Xapakrepa abeppaluii.

B nepgoit moarpynne (25 GonpHBIX, 86 % O0IB-
HBIX C yBEJIMYEHHEM KojudecTBa komuil reHa BCR/
ABL) mnpencraBieHbl Ciaydad C YBEJIWYEHUEM KO-
nudyecTtBa Komwii Ph-xpomocombl 0e3 u3MeHEHHs
ee CTPYKTyphl. Y 23 GonbHBIX OBIIM OOHAPY>KEHBI
HOpMaJIbHasi ¥ W3MEHEHHass XPOMOCOMBI 9, HOp-
MajJbHas KOMUsS XPOMOCOMBI 22 U OT 2 70 5 xomui
Ph-xpomocomsr. B 1 cirydae ananu3 kaproTHIa IOKa-
3aJ1 HAJIMYUE JBYX W3MEHEHHBIX BCIIEACTBUE TpaHC-
nokaruu t(9;22)(q34;q11) xpomocom 9 u 22 6e3 Ha-
JINYMS UX HOPMAJBHBIX KOIMK. B mociennem ciryyae
BBISIBJIEHBI KJIETKHM C HOPMaJbHBIMH XPOMOCOMaMH
9 u 22 1 AByMsI U3BMEHEHHBIMH BCJIEACTBUE TPAHCIIO-
karm t(9;22)(q34;q11) xpomocomamu 9 u 22.

K nonrpynne 2 (4 6onbHbIX, 14 %) oTHECIH City-
4yau, B KOTOPBIX HAOII0AaI U3MEHEHUE CTPYKTYPBI
MPOU3BOTHON XpPOMOCOMEBI 22. ¥ 3 OGONbHBIX OBLI
obHapyxeH u3onepuBar Ph-xpoMocoMbl B Komde-
crBe 1-2 xommil. B 1 cinyyae BBISIBJICH H30IUIIECH-
TpUdecKuii nepuBat Ph-XpoMOCOMBI B KOJTHMYECTBE
1-5 xonuii.

Bo Bcex cinydasx Haau4yue U XapakTep BbISBICH-
HBIX HaMH a0eppaiuii ObIJIM MOATBEPKICHBI C TIO-
motbio Metona FISH Ha merada3zabix miacTuHkax.
KommgectBo xommii rena BCR/ABL B onmcaHHBIX
cily4yasx cocTaBiisuio 2—10 xonuii, B 3aBUCUMOCTH
OT Xapakrepa abeppanuii.

N3 29 GonbHBIX C ONMHMCAaHHBIMHU abeppanus MU
tepamuto UTK (mmatuaun6) monydanu 24. M3 Hux B
2 cimydasx Tociie OOHapy>KeHHs JTOTIOHUTEITBHBIX
aHoMaJIMKi ObLI Ha3HAYeH HUIOTHHHO, B 1-ma3aTu-
HHO. Y 0THOTO 00IBHOTO (C OJHON JOTOTHUTEILHOM
konuelr Ph-xpomocoMel) rocie Ha3HaueHUs! HUJIOTH-
HHUOa ObUT JOCTUTHYT MOJHBIN HUTOT€HETUYECKUMA 1
MOJICKYJISIPHBII OTBET. Y JIBYX OCTaJbHBIX OOJBHBIX
LIUTOT€HETUYECKHI OTBET NOCJIE CMEHBI JICUEHUS OT-
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