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BbIABJIEHUE CKPbITbIX AHOMAJNIUA KAPUOTUMNA
PN MUENOANCNNACTUYMECKOM CUHAPOME

A.B. KoxHo, M.A. NMumeHoBa, E.H. MNapoBunyHuKoBa, E.B. lompayuesa, B.I. CaBueHKo
OrBY lemaTonornyecknii HayuHbi LeHTp MuHsgpasa Poccun

P e 310 m e. KnoHanbHble HapyLieHMA KapruoTuna BbIABAAT NPUMEPHO Y MONIOBYHbI O0NbHBIX M1enoau-
cnnactmyeckum cuHgpomom (MAC). KaproTrn KNneTok KOCTHOTO MO3ra sIBASIETCS He3aBUCKIMbIM MPOTrHOCTAYe-
CKM $aKTOPOM, He0BX0ANMbIM ANA CTPpaTUdMKaLUN pUCKa 1 BbIbopa TakTMKK Tepanun. OgHako cTaHAapTHoe
uMTOreHeTMYeCKoe NUCCIejoBaHNe He BO BCEX CJTyYanax NO3BONAET NOAYUNUTb MOJSIHY0 NMHGOPMALMIO O XPOMO-
COMHbIX HapyLweHusax y 6onbHbix MAC. B nccnegoBaHmm nokasaHa 3¢¢GpeKTMBHOCTb NpUMeHeHus doopec-
LeHTHON in situ rmépuansaumn (FISH) gononHuTenbHO K CTaHOAPTHOMY KapuOTUMMPOBAHWUIO B BbIABNEHUN
CKpbITbIX aHOManwuii kKapuotuna npu MAC. MpriBefieHO KNMHUYeCKoe HabnogeHne 60bHON C U30/IMPOBaHHON
Zeneuuein 5¢, KOTOpyto He BbIABUIV NPU CTaHAAPTHOM LIUTOreHeTUYeCKOM UCCeoBaHUN.

KniwoueBble cnoBa: muenoducnidcmuyeckuli CUHOPOM, CKpbimble HOMAuU Kapuomund; CmaHoapmHoe
yumozeHemuyeckoe uccsiedogaHue; groopecueHmHas in situ 2ubpuousayua (FISH);
Muenoducnaacmuyeckuli CUHOPOM ¢ u3osuposaHHou del(5q).

DETECTION OF LATENT KARYOTYPE ABNORMALITIES IN MYELODYSPLASTIC SYNDROME
A.V. Kokhno, M.A. Pimenova, E.N. Parovichnikova, EV. Domracheva, V.G. Savchenko
Hematology Research Center, Moscow, Russia

Sum m ary. Clonal disorders of karyotype are detected in half of patients with the myelodysplastic syn-
drome (MDS. Bone marrow cell karyotype is an independent prognostic factor for risk stratification and choice
of treatment strategy. Conventional cytogenetic analysis (CCA) do not always give complete information about
chromosome abnormalities in MDS patients. The efficiency of fluorescent in situ hybridization (FISH) in addi-
tion to CCA, detecting latent abnormalities of karyotype in MDS, is demonstrated. A clinical case is presented:
a female patent with 5q deletion, which could not be detected by CCA.

Key words: myelodysplastic syndrome; latent karyotype abnormalities; standard cytogenetic studies; fluores-
cent in situ hybridization (FISH); myelodysplastic syndrome with isolated del(5q).

LuTorenernyeckoe ncciaeaoBaHne KIETOK KOCTHO-
IO MO3Ta BXOJHT B MEPEUYCHb 0053aTENbHBIX JHATHO-
CTUYECKUX MPOLEAYp NPH YCTAHOBJIICHHH JMAarHo3a
Muenoguciuractuaeckoro cuaapoma (MJIC). Xpomo-
COMHBIE aHOMaNWUH BBISBISAIOT y 40—70% OOMBHBIX
nepBuaHbIM MJIC n 'y 70—90% OoipHBIX ¢ BTOpHU-

HBIMH Muenogucmiazusmu [1—5]. OHu sSBASIOTCS
KPUTEPUEM TOJTBEPIKACHHUS TUArH03a U HEOOXOIUMBbI
JUISL OTPEJCICHUs PUCKA TpaHCPOpPMALMK B OCTPHIH
MuenouaHbIH neitko3 (OMJI). Ilokazana poss Kapuo-
THTIA KaK He3aBUCUMOTO ¢akTopa mporuosa npu MJIC
[6, 7].
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CranaapTHOE TUTOTEHETHYECKOE MCCIeIoBaHue (Me-
ton G-nuddepeHanbHOr0 OKPAIIUBAHUS XPOMOCOM)
SIBTISIETCS KITACCHYECKUM TIOAXOIOM K TTPOBENEHHIO XPO-
MOCOMHOTO aHanu3a. TeM He MeHee B HEKOTOPBIX CUTYya-
X y 6ompHEIX M/IC TpynHO BEISIBUTH MUTO3BI B KYJTb-
Type KIETOK KOCTHOTO MO3Ta JIN0O Ka4eCTBO MHUTO30B B
rpernaparax OKa3bIBaeTCsl HEJJOCTATOYHBIM JIJIsl TIPOBEIe-
HUS aHalM3a. B WHBIX CIoy4asx KIETKA ¢ HOPMAaJbHBIM
KapHOTHUIIOM IOJYYal0T MPEUMYILIECTBO MPHU KyIBTHBH-
pPOBaHUHM Tepe/i KIOHAILHO-M3MEHEHHBIMU OITyXOJICBBI-
MU KJIETKAMU, U UX MHUTOTHYECKAsI aKTUBHOCTh HAUMHACT
npeoOanarb. Metoj (UIOOpPECIIeHTHOM in situ TuOpu-
mu3anuu (fluorescent in situ hybridization — FISH) 00-
NaaeT PAIOM IMPEUMYILIECTB Iepell CTaHAAPTHBIM HC-
CITEIOBAaHMEM, TaK KaK MPH €r0 BBHITOJHEHWH T0CTaTOd-
HO Haimuws WHTep(ha3HBIX sSIep, a CIe0BaTeIbHO, HET
3aBHCUMOCTH OT YCIIEXOB B KYJBTUBHPOBAHUH KIIETOK.
[Ipumenenue metona FISH nononxHuTensHo K cTaHnapt-
HOMY ITUTOTEHETHYECKOMY HCCIICIOBAHUIO CIIOCOOCTBYET
OIIPEJICTICHUI0 CKPBITHIX XPOMOCOMHBIX aHOMAJIM, HE
BBISIBJICHHBIX TPU KAPUOTHUITUPOBAHUU, TI0 PA3HBIM JIaH-
HbM [8—10], y 6—18% GonpabIx MJIC.

MaTepna.mﬂ U METObI

B ®I'BY I'ematonoruueckuii HayuyHslid LeHTp MuH3IpaBa
Poccun B mepuon 2011—2013 rr. o6cnenoBano 43 OOIHHBIX
(20 myxumH 1 23 >KEHIIUHBI) B Bo3pacTe oT 19 o 77 met (Mme-
nraHa Bospacrta 59 net). Pacnipenenenue mo BapuanTam 3a00-
nesanus ciexnyromee: M/IC — 36 GonbHBIX (pedpakTepHas
aHeMust — 2, pedpakTepHas aHEMUsI C KOJIbIIEBBIMHU CHIEPO-
6mactamn — 3, M/IC ¢ uzonupoBanHoit del(5q) — 3, ped-
pakTepHasi UUTONIEHUS ¢ MYJIBTHIIMHEHHOM nuciiiazueit — 14,
pedpaxrepHas anemusi ¢ n3obiTkom Onmacros 1 (PAUB1) — 5,
PAVB2 — 9), OMJI u3 mpeamecTByromeid MueIoaucIia-
3uM — 7 OONIbHBIX. [lMarHo3 yCTaHABIMBAIIM C yYETOM KpHUTe-
pueB knaccudpukanun BO3 [12]. [utorenernueckoe mccre-
JOBaHHUE OBIJIO BBITIOIIHEHO METOIOM CTAaHAAPTHOTO MCCIIEO-
Banus 1 FISH no onmcannoit metonuke [11].

Pe3ynbrartbl u 00cykaeHne

[Ipu cTaHgapTHOM IUTOTEHETUUECKOM HCCIIEI0OBAHUHI
HOPMaJIbHBIN KapuoTull Obul ompenenieH y 23 (53,5%)
n3 43 OonbHBIX, U3 HUX ¥ 16 (37,2%) BbIsABICHBI aHOMA-
nuu Kapuotuna, v 4 (9,3%) GONbHBIX KapHOTHII HE MOT
OBITH OIIEHEH BCJIEACTBUE OTCYTCTBHSA TOCTATOYHOTO KO-
JIMYECTBA WIN YIOBJIETBOPUTEIBHOIO KAaY€CTBAa MUTO30B.
Cpeny BBISBICHHBIX aHOMAJIHMHA TIpeoOiIamand U30JIupo-
BaHHBIE XpPOMOCOMHBIE abeppauun — y 9 (56,3%) u3
16 GompHBIX (Aenenus 5Sq, MOHOCOMHUSI 7, H30XpOMOCoMa
14 n unBepcus xpomocomsl 3); y 2 (12,5%) — coueranue
2 aHOMaJI# (Jeneuun 5q ¢ MOHOCOMHUEH 7 W TPUCOMHU
X ¢ moHocomueit 7); y 5 (31,2%) — KoMIIeKCHBIE Hapy-
IeHus: kKapuotuna (3 aHomanuu 1 oosiee). Y MalueHTOB
C HOPMAQJIBHBIM KapUOTHUIIOM HWJIM OTCYTCTBUEM MHTO-

JI1 KoppecnoHIeHIUu:
Koxno Anuna Braoumuposena, KaHIuIaT MEANLMHCKIX HAyK, BELyIIHHA
HAY4HBIH COTPYIHMK OTAEJICHUS XUMUOTEPAIUH reMo0IacTo30B H Jie-
npeccuil kposerBopenuss PI'BY I'emaronorumueckuii HaydHBIA LEHTP
Munzapasa Poccun.
Anpec: 125167, Mocksa, HoBerii 3p1k0BCKHiA TIpoe3, 1. 4a.
Tenedon: +7(495) 612-45-92.
E-mail: alina@blood.ru
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308 BeImoHIM FISH-uccnenosanue ¢ JIHK-30HmaMu k
xXpoMocoMaM 5, 7 ¥ § ¢ IeNbI0 BO3MOYKHOTO BEISBIICHUS
CKPBITBIX aHOMAJUH. DTH IMTOT€HETHYECKHE MapKepbl
BEIOpaHBI ¢ YIETOM HauboIIee pacpoCTpaHSHHBIX U KITH-
HUYECKH 3HAYMMBIX [TUTOTEHETHUECKUX HApYyIIeHNH TTPU
MJIC[1, 4, 12, 13].

B pesynbrare uccienoBaHus ObUIO OIMpPEAETICHO, YTO
y 7 (16,3%) u3 43 GonbHBIX ¢ momorisio Meroga FISH
BBISIBIICHBI CKPBITHIE XPOMOCOMHBIE aHOMAJIMU, KOTOpPBIE
He 3a(UKCHPOBAaHBl NPH KapHOTUIUPOBAaHWHU (Tadu. 1).
VY 4 (57,1%) u3 3tux 7 OOJNILHBIX paHee ObUI OmpeIeicH
HOpPMaJIbHBIN KapuoTHIl, Tocne BbimoaHenus FISH-
uccienoBanus y 2 u3 Hux BeisiBiieHa del(5q) B 75 u 67%
KJetok; y 1 — monocomus 7 B 45% xiertok, y 1 Gonb-
HOW — Tpucomust 8 B 19% kierok. Y 2 (28,6%) u3 7 00i1b-
HBIX TIPH CTAHTAPTHOM MCCIIEZIOBAaHUH HE OBLITN MOTyYeHBI
MHUTO3BI, @ MeTofioM FISH y omHOTO GOIFHOTO BBISBIIEHO
coueranue del(5q) u del(7q) B 84% kinerok, y apyroro —
Tpucomust 8 B 67% xnerok. Y 1 (14,3%) GonpHOTO, Y KO-
TOPOTO TNPH KapUOTUITMPOBAHUM ObUIa OnpeneseHa H30-
nupoBanHas del(5q), FISH-aHanu3 mo3BOJNWI BBISIBUTH
JOTIONHUTENBHO Tpucomuto 21 B 52% kimetok. Takum
00pa3oM, KOJIMYECTBO OOJIbHBIX C AHOMAIHUSMH KapHO-
tuna yseianauiocs ¢ 16 (37,2%) no 22 (51,2%). Yucno
OONBHBIX 0€3 XPOMOCOMHBIX aHOMaJMi B KJIETKaX KOCT-
HOro Mo3ra coctaBuio 21 (48,8%): 19 — ¢ HOpMaIIbHBIM
KapHOTHUIIOM B 2 — C OTCYTCTBHEM MHUTO30B B TIperapare.

TakuMm 00pazoMm, MPOIEMOHCTPHPOBAHO, 4YTO y 4
(17,4%) n3 23 GONBHBIX, Y KOTOPBIX MPH CTAaHAAPTHOM
WCCIIEZIOBAaHUM OBLI OTpe/IelieH HOPMaIbHBIN KapHUOTHII,
BBISIBIICHBI CKPBITBIE XPOMOCOMHBIE aHOMAaJHH. OTH
AQHOMAaJIMM OTHOCWJIMCH KaK K OJIarOnpHATHOMY IPOTHO-
3y [del(5q)], mpomexxyTounomy (+8), Tak u K HebIaro-
OpUSTHOMY (-7), 4TO IPUBEIIO K U3MEHEHHIO Y OOJIBHBIX
IPYIIIBI PUCKA U TTOBIUSUIO Ha BEIOOP TAKTUKHU TEPATIHH.

Hwxe npuBeneHo KIMHUYECKOe HAOIIOACHUE OO0Ib-
Hoit M/JIC ¢ uzonuposantoi del(5q).

bonsuasa O., 49 ger. B 2005 1. eif BEIIOIHWIN HaIBIA-
TAJIUIIHYIO0 THCTEPIKTOMUIO MO TIOBOJY MUOMBI Matku, B 2006
1 2008 rT. — reMHCTPyM3KTOMUIO 0 MOBOAY HMaNUJUIIPHOTO
paxa IIUTOBHIHON JKele3bl (XUMHO- | JIy4EeBYIO TEPalHIo He
nosyyana). B 2010 r. B aHanuze KpoBU 3aperucTpUPOBAHO pa3-
BUTHE HOPMOXpOMHOW aHemuu (remorioouH 100—110 r/m).
B okts16pe 2011 r. BIsIBIEHO yCyryOJeHUE aHEMHH, MOsBIIE-
HHE MaKpOINTO3a U THIEPXPOMHHU: TeMOrnoouH 84 /i, spu-
tpormtel 2,31 ¢ 10'%/51, cpeanuii o6bem spurpormra 110 ¢u,
CpemHee colepXKaHWe remMoriobnHa B spurpounute 36 1T,
TpombornTo3 496  10°/11, B Tecte anenosunandpocdar uH-
JIYLHPOBAaHHOW arperanuy TPOMOOLIMTOB — THIIEparperamnus
(81%), gucio NeUKOIUTOB — B TIpeesiaX HOPMaIbHBIX 3Ha-
yeHui (4,2 * 10°/1, meiirpoduisl 68%). B chiBOpoTKE KPOBH
xonneHTpanyst JIII' 6pu1a 339 EJI/n, KOHIEHTpaIHs BUTAMU-
Ha B ,, *ene3a u QonueBoi KMCIOTBI — B MPEENax HOPMBI.
[Ipu uccnenoBaHUM MyHKTaTa KOCTHOTO MO3ra KJIETOYHOCTh
COOTBETCTBOBAJIa BO3PACTHOI HOpMe, OJlacTHBIE KJIETKH CO-
crapisin 4%. OOpamiano Ha ce0si BHUMaHWE YBEIMYCHUE
KOJIMYECTBA METaKapHOIUTOB, CPEAH KOTOPBIX UMEIOCh MHO-
ro ¢opM ¢ Ipu3HAKaMHu AMUCIUIA3HK (TUHONOOYISIUS sapa),
JUCIUIACTUYECKUE W3MEHEHHS B TPAHYJIOLUTAPHOM POCTKE
(pue. 1). B tpenmanobuonrare KOCTHOTO MO3Ta BBISBICHO
BBIpPXEHHOE TpeoliialaHue AesTEIbHOTO KOCTHOTO MO3Ta ¢
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Tabnuma 1

CHeKTp CKPBITHIX XPOMOCOMHBIX AHOMAJIMi1, BBISIBJICHHBIX OCJI€
npumenenusi Metoaa FISH 1onotHuTEIbHO K CTAaHIAPTHOMY HC-
CJIe0BAHHIO KAPHOTHIIA

CTaH}IapTHoe IIUTOICHETU-

I[I/IaI‘HO3 YECKOC HUCCIeJOBaAaHUC FISH
5q-cuHIpOM 46,XX[20] del(5q) (75%)
MJIC : PAWIB2 Hop-  46,XX[20] +8 (19%)

MaJIbHbIN

MJIC : PAUB2  apuornn 46,XY[20] -7 (45%)
OMJI u3 MJIC 46,XY[20] del(5q) (67%)

) del(5q) (84%), del(7q)
MJIC : PAUB2

A Hert muto3or (84%)

MJIC : PLIM/I +8 (67%)

) 46,XY,del(5)(q15q33) del(5q) (80%),+21
MIC : PUIMA [10/46,XY[10] (52%)

IIpumeuanue. PAUb— pedpakrepras anemus ¢ U30bITKOM OJ1aCTOB,
PIIM/T] — pedpaxrepHast UTONICHUS C MYJIBTHIMHEHHON TUCIUIAa3UeH; B
KBaJIpaTHBIX CKOOKaX yKa3aHO KOJIMYECTBO MOCYUTAHHBIX MeTagas.

MpU3HAKaMH JAUCIUIA3UH B METaKapHOLUTAPHOM, I'PaHyJIOIH-
TapHOM W PUTPOLUTAPHOM pocTKax (pHc. 2, a, 0). Llurore-
HETHUYECKOE UCCIIE0BAaHUE KJIETOK KOCTHOI'O MO3ra BBISIBUJIO
HOpMaJbHbI Kapuotun. OJHAKO, YYHUTBIBasS XapaKTEPHYIO
KJIMHUKO-Ta00PaTOPHYIO KapTHHY, MO U BO3PACT OOJIBHOMA,
Helb3sl ObUIO MCKIIOUNTh Haiuuue nenenuu del(5q). B pam-
Kax MPOBOJMMOTO HCCIIEIOBAHMS MALMEHTKE C HOPMAJIbHBIM
kapuoTurioM BeimoaHeH FISH-amanm3 ¢ mpumeneHuem Ha-
6opa JIHK-30H710B K XpomMocoMam 5, 7 U 8, KOTOPBIXA TTO3BO-
i BesiBUTE Hammuue del(5q) B 75% simep. bein ycranoBineHn
muarao3 MJIC ¢ nzonmupoBaHHOM aenenueit 5q (5q-cuaIpoM).
B cooTBeTcTBHM C COBPEMEHHBIMH IPE/ICTABICHHUSIMH O JIede-
HuU OonbHBIX ¢ 3TUM BapuantoM MJIC [14], Havamm uMMy-
HOMOJYJIMPYIOLIYIO Teparuio JEHATHIOMHIIOM B 03¢ 10 mr/
CYT B TedeHue 21 nHs, nepepbiB MEXIy KypcaMu — 7 JTHEH.
C nenbio npoUIAKTUKH TPOMOOTHYCCKHX OCJIOKHCHHUN Ha
(oHe TPOMOOIMTO3a MPOBOAMIIN JI€3arperaHTHYI0 TEPAIHIO
(auermincanuuuinosas kuciora 100 mr/cyT).

Ve nocne 2 KypcoB Tepanuu y OONbHOH OTMEYEHO re-
MaTOoJIOTHYECKOE yITyUIlIeHHE B BU/IE TTOBBIILICHNS KOHIICHTPA-
nuu reMornobmHa 10 100 T/1 M HOpManM3anuy KOJHMYECTBA
TpombormToB. HaOmromamack ymepeHHast JEUKOIICHHS Kak
MIPOSIBJICHUE MHEIOTOKCHYHOCTH JIeHamomua. Ilepenocn-

rakapuouuTt

Puc. 1. [luronorudeckoe Ucciaeq0BaHUE KOCTHOIO MO3Ia.
MerakapuouuT ¢ runono0ynspHbM sapoM y 6onsHoit MJIC ¢ uzonu-
poBanHoOI menerueit 5q. Oxpacka nmo Pomanosckomy—Ium3e. YB. 1000.
MOCTPH TIpernapaTra ObUIa YIOBIECTBOPUTEIBHOW, MH(EKIINOH-
HbIE OCJIOKHEHMSI HE OTMEUEHBI.

[MonoxxurenpHas quHaMUKa Ha (OHE Tepamuu Halmoma-
JIach U CO CTOPOHBI pa3Mepa MaTojaoruueckoro kioxa. Ilocne
4 KypcoB Tepanuu JOCTUTHYTa LUTOTEHETUYECKask PpEMUCCHSL:
merogom FISH del(5q) ne ompenemnsimace. Hecmorpst Ha TO,
YTO B MOCIEAYIOIEM Ha (DOHE JICUCHNSI BHOBb OTMEYEHBI T10-
sIBICHHE W nepcucTeHnus kioHa ¢ del(5q), komudectBo mo-
3UTUBHBIX siep He npesblmaio 23%. JlunaMmuka nokasarenei
remMorpaMMel U pesynsratoB FISH-uccnenoBanus npencras-
neHa B Tabua. 2. CymmapHo OOJbHOW MpoBeleHOo 24 Kypca
TEpanuy B TeUCHHE 2 JIET. Y UNTHIBask CTOMKHI reMaToornye-
CKHIl OTBET, a TaK)Ke PEAYKIHUIO IMaTOJIOTHIECKOro KJIoHA 00-
nee yeM Ha 50%, Tepanuio 3aBepmmnn B okTsa6pe 2013 1, 3a
OOJBHOM TTPOIOIHKEHO AMHAMHUYECKOe HaOMoIeHue.

Pe3romupys nprBeneHHbIN BbILIE KTUHUYECKUI CITY-
Yaif, XOTeJIOCh OBl €IIe pa3 MOIYCPKHYTh BAXKHOCTH T10-
JIy4eHUsI TIOJHON WH(OpPMAIMUA O IUTOTCHETHYECKHUX
HapyIIeHUsX B KOCTHOM Mo3re OonbHbIX MJIC, Tak kak
9TO TIPEKIIE BCETO OTPaKACTCS HA TAKTUKE WX BEIACHUS
1 BeIOOpE MeTona Tepanud. B ganHOM cimydae y 60Ib-
HOM ¢ 5Q-CUHAPOMOM IPU CTAHJAPTHOM HCCIIEIOBAaHUHU
OBLT OTIpe e IcH HOpMaJIbHBIN KapruOTHIT B TOJbK0 FISH-
aHaJu3 MO3BOJIUJ BBISIBUTH XPOMOCOMHBIE HAapyLICHUS.

Puc. 2. ['ucronornyeckoe MCCIICI0BaHNE TPEAHOOMOIITATa MTOB3I0IIHON KOCTH.

VYBenu4eHHe KJIETOYHOCTH KOCTHOTO MO3ra, IpUu3HaKu AUCIUIa3UH BO BCEX POCTKAaX MHUEIIOMO33a. OKpaCKa TEMATOKCUJIMHOM M 303MHOM.

a—yB.5;6—ys.20.
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ﬂHHaM"Ka nokaszareJiei KPOBH M KOCTHOI'0 MO3Ta Ha (l)OHe Tepanuu JeHAJITUAOMUA0M

Tabnuma 2

ITokazarenn

I[aTa HCCICI0BaHUA

10.2011 (o meuenms)

02.2012 (nocne 4

09.2012 (mocne 12

03.2013 (mmocne 17

10.2013 (mocne 24

KypCOB) KypCOB) KypCOB) KypCOB)

FISH del(5q), % 75 0 13 17 23
Temorio6uH, /11 84 111 118 122 142
TpomGouutsl, * 109/n 496 178 113 123 197
Jleiikouwutsr, * 109/ 42 3,2 3,3 32 3,9

AYH, * 109/n 2,9 1,0 1,8 1,7 1,1
Biactubie kinetkun KM, % 4,0 2,8 4,6 3,6 0,4
Knerounocts KM YBenuuena Hopmanbhas Hopmanbhas Hopmanbhas Hopmanbsnas
Mopdomorus KM VBeJnueHo Koauye- Konmyectso MKIL] Komnuecrso MKI| Komnuecto MKL[ B MuHuManisHble pu-

ctBo MKI] ¢ mpu-
3HAKaMHM JTUCILIa3HH,

YBEJIMYCHO, 4aCThb U3
HHUX C IIpU3HaAKaMH

YBEJIUYCHO, 4YaCTh U3
HHUX C ITpU3HAKaMHu

HOpPME, 4aCTb U3 HUX
C IIpU3HaKaMu JucC-

3HaKH JUCIUIa3uu
MKI[

JIUCILIA3Us TPaHyJI0-
IUTapHOTO POCTKA

JIUCTIIA3UN

JUCILIa3un 1asuu

IMpumeuanne. AYH — abcomoTHoe yncio ueitirpoduios; KM — kocthblit Mo3r; MKI] — mMerakapuonuTsl.

3TO CyIIECTBEHHO MOBIHUSIIO HA TAKTUKY BEACHHSI OOIIb-
HOM: mMalyeHTke ObUla Ha3HaYeHa MaToTreHeTH4YecKas
Teparnus ¢ BhIPAKCHHBIM KIMHUYECKUM 3((HEKTOM, YTO
MO3BOJIMJIO U30€XKAaTh 3aMECTUTENLHBIX reMoTpanchy-
3Ui 1 OOPBOBI ¢ COMYTCTBYIONTUMH UM OCIIOKHCHUSIMH.

Takum 00pa3oMm, MMOTyYeHHBIE PE3yNbTaThl IUTOTeHE-
THYeCcKOro uccienoBanus 43 0ombHbIx MJIC cBHUICTED-
CTBYIOT O TIesiecoo0pazHocTH nmpuMereHus metona FISH B
JIOTIOJTHEHUE K CTaHIapTHOMY HccienoBaHuto. OcoOeHHO
9TO Ba)KHO B T€X CIIy4asiX, KOIia HE YIaeTcsl MpOoaHaIn3u-
pOBaTh KapUOTHUI W3-3a OTCYTCTBUS WJIM HEJOCTATOYHOTO
KOJIMYECTBAa MUTO30B, @ TaKXkKe KOITIa €CTh BECOMBIE MOJI0-
3peHUs] HA HAJIWYUE KIIOHATBHBIX HAPYIICHUH KapHOTH-
na, Harpumep del(5q), win orpeieieHre XPOMOCOMHBIX
AQHOMAaJIMH HEOOXOIMMO IS BEpU(HKAIINK TUarHO3a TIPH
npoBeaeHny quddepeHInaTbHON TUarHOCTUKY (aIjIacTH-
YecKasi aHeMUsi, BTOPHYHBIE JWCITIA3UH KPOBETBOPEHHUS).
B namem uccnenoBanmm y 7 (16,3%) u3 43 GOnmbHBIX C
romorsio Metoga FISH Oblmv BBEISBIICHBI CKPBITBIE XPO-
MOCOMHBIE aHOMAJTUH, U3 HUX Y 4 OOJBHBIX TIPH CTAaHIAPT-
HOM IIMTOT€HETHUYECKOM HCCIIEOBAaHUM OBLT OIpe/eeH
HOPMaJIbHBIA KaproTHIl. Takol 3HaYMMBII MPOLIEHT 00Jb-
HBIX C HE BBISIBJICHHBIMU IIPU CTAHAAPTHOM HCCIICAOBAHUN
XPOMOCOMHBIMH HApYIICHUSIMH YKa3bIBa€T HA TO, UTO TIPU
MOJlyYeHHH HOPMAaJBbHOTO KapuOTHIa OONBHBIM TaKkKe
JKeJaTeNbHO BRINONMHATh FISH-ananmu3 ¢ ucnonb3oBaniemM
Habopa JIHK-30H110B kK Hambosee pacnpoCTpaHeHHBIM U
KJIIMHUYECKM 3HAYUMbIM aHOMaJUsiIM. BO3MOXHON TpH-
YMHOW TMONy4YeHHs] HOPMAJIBHOTO Habopa XpOMOCOM TpH
KapHOTHITUPOBAHWHU KJIETOK KOCTHOTO MO3ra OOJNBHBIX C
XPOMOCOMHBIMU a0eppaIUsIMU SIBISIETCS OTHOCHTENFHOE
MIPEUMYIIIECTBO B KYJBTYPE HOPMATBHBIX KJIETOK HaJl KIJIO-
HAITbHO-U3MEHEHHBIMH, YTO IPUBOJIHUT K UX JICJICHUIO, B TO
BpeMs KaK KJIETKH, COCPKAIIIE KIIOHATbHBIC HApYILICHNUS,
ocrarorcs B paze G, 1 He Iepexonsr B (asy JeneHus.

B moarBepxkaeHUE NPUBEACHHBIX MaHHBIX MPE-
CTaBJICHO KIMHHUYECKOEe HaOIoNeHHe TalueHTKH C
5Q-CUHIPOMOM, Y KOTOPOH Ha OCHOBAHUU PE3YJBTATOB
nonoinaurenbHoro FISH-nccenenoBanms caeirad BEIBOI O
11e1ecoo0pa3HOCTH MPUMEHEHHS TaTOTeHETHIECKOM Te-
panuu, TO3BOJIMBIIEH BO3/IEPKAThCA OT MTPOBEACHNUS 3a-
MECTUTENFHBIX TPaHCHY3HUH JOHOPCKUX SPUTPOIIUTOB.
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