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BBICOKOTEXHOJIOI'MYHBIE METOJbI IMAT'HOCTHUKHA
XPOMOCOMHOMU ITATOJIOI'MHN
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CBoeBpeMeHHOE NIPOBEJICHHE XPOMOCOMHOIO aHaIu3a MMeeT OONbIIOe 3HAUeHHE UL BBIABICHUS NPUYUH
BO3HUKHOBEHHMS M TIPOTHOZMPOBAHHS MHOTUX HACJICJICTBEHHBIX M BPOXKJICHHBIX MOPOKOB pa3BuTHs. B maboparo-
PHSAX MEIUIMHCKOM IUTOICHETUKH JUIS aHAJIM3a XPOMOCOMHBIX aHOMAIHI HCHOIb3yIOTCS KIIACCHUCCKHE METOMbI
LIUTOreHeTHYECKOro aHanu3a. OJHaKo, B psijie CIydaeB pa3pellalolieil CIocCoOHOCTH 3THX METOLOB OKa3bIBAETCS
HEJIOCTaTOYHO JUIS YCIIEUIHOTO NPOBEEHHMS THarHOCTUKHM XPOMOCOMHBIX aHOMaJIii. B coBpeMeHHOIi MenKo-TreHe-
THYECKOH MPAKTHKE KJIACCHYCCKUE TeHETHIESCKHE METOMb! JOIIOIHEHBI BHICOKOTEXHOIOTHYHBIMU METOIAMH, OIHH
M3 KOTOPBIX — (III0OpecIieHTHAs rHOpUAN3alys in situ, win Tak HaszsiBaeMblii FISH-meton. B Hactosiee Bpemst
peznKoe HcciIeoBanue, Tpedyolee aHaIi3a XpoMocoM, 00xoauTcest 6e3 ncronp3oBannst FISH. Merton npumensiercs
OYCHb IIUPOKO — OT JIOKAIU3AUHU I'€Ha O PACIIH(POBKH CIOKHBIX IIEPECTPOCK MEKIY HECKOIBKIMH XPOMOCOMa-
MH. COBpeMeHHBIE METOJIbl CIIOCOOCTBYIOT MOBBIIIEHHIO YPOBHS T€HETHUECKOTO KOHCYIBTUPOBAHMUS, @ TaKkkKe -
(DEeKTUBHOI MPOPUIAKTHKE XPOMOCOMHBIX 3a00JIEBaHHIA.
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Timely initiation of chromosomal analysis is of great importance to identify the causes and predict many
hereditary and congenital malformations. In medical cytogenetics laboratories for analysis of chromosomal
abnormalities are used classical methods of cytogenetic analysis. However, in some cases, the resolution of these
methods is not enough for a successful diagnosis of chromosomal abnormalities. In modern medical genetic practice
classical genetic methods augmented by high-technology methods, one of which is fluorescent in situ hybridization,
or the so-called FISH-technique. Currently rare study that requires analysis of chromosomes without the use of
FISH. Method is used very widely — from localization of a gene to decrypt complex rearrangements across multiple
chromosomes. Modern methods enhance the level of genetic counseling and effective prevention of chromosomal

diseases.
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TouHast naEHTUUKALUSI HACIEACTBEHHBIX
3a00J1eBaHUI YacTO 3aTPyAHEHA, IPEKAE BCETO
13-32 OTCYTCTBHS NMPH OOJBITUHCTBE HACIEN-
CTBEHHBIX OOJIE3HEH MaTOrHOMOHWYHBIX MpPH-
3HaKoB. CJI0KHOCTH B JUarHOCTHUKE BPOXKACH-
HBIX M HACJIEJCTBEHHBIX HapyLICHUI CBA3aHbI
CO CXOJZICTBOM HX KIMHHYECKUX IIPU3HAKOB, KO-
TOpbIE OOYCIIOBJIEHBI MYTAaLUSAMH Pa3JIM4YHBIX
reHoB. /lMarHoCcTHKy HacieICTBEHHBIX 3a00-
JICBaHUH TaKKe 3aTpyaHsIeT PEeHOTUITHUECKUI
noauMOp(U3M HapyIICHUH, KOTJa MPH OJHOM
1 TOM K€ YHAcJIeZOBaHHOW T€HHOW MyTalluu
MOTYT pa3BHUTBHCS KaK €€ SIPKO BBIPa)KEHHBIE,
TaK M CTEPThIC WIH Ja)e pa3IUYHbIC KIMHH-
yeckue (opmbl. TpyTHOCTH IMAarHOCTHKH Ha-
CIJIC/ICTBEHHBIX 3a00JICBaHUI TaKXKe CBSI3aHBI
C CyIIECTBOBAHMEM HEKOTOPBIX T€HETHUYECKUX
SIBICHUH, OKa3bIBAIOLINX CYIIECTBEHHOE BIIH-
ssHUE Ha (OPMHUpPOBAHHE KIMHUYECKOTO (e-
HOTHWIIA, TaKUX KakK, MO3AUIM3M, DKCIIAHCHUS
ajuiened, OAHOPOJUTENIBCKOE HAacCleIOBaHUE
(mucoMus W HM30AMCOMHS) U TEHOMHBIA HM-
npuHTHHT [5, 18, 20].

Bakneiimas posap B JUarHOCTHKE HAcIe-
CTBEHHBIX OOJIE3HEH NPUHAUICKUT Jabopa-

TOPHBIM HCCIICIOBAHHUSAM: ITUTOTEHETHYECKHUM,
MOJIEKYIISIPHO-T€HETHIECKHIM, omoxnmmuye-
ckuM u jap. CymiecTBeHHas J0Js MMalMeHTOB,
00paTHBIIHMXCS K Bpady-TeHETUKY, HYXKIACTCS
B YTOUHEHUHU JUATHO3a C IIOMOIIBIO CTICIINAIb-
HBIX METOJIOB HcclieoBanus. B coBpeMeHHOit
ME/IMKO-TeHeTUYECKON TIpaKTHKe KIlacChue-
CKH€ TeHETUYECKUE METO/IbI JOMOJTHEHBI BBICO-
KOTEXHOJIOTUIHBIMA METOJaMH, TaKUMHU Kak,
MOJICKYJISIPHO-TEHETUIECKHE U MOJIEKYJSIPHO-
[IUTOTCHETUYECKUE, METOJbl MMMYHOJIOTHYE-
ckoro ananu3a [10, 11].

XpoMOCOMHBIE 0OJIE3HU — 3TO OOIIMPHAs
TpyTIia BPOXKICHHBIX ITaTOJIOTHYECKUX COCTO-
STHAM, TIPOSIBISTIOIINXCS aHOMAJIMSIMH Pa3BU-
TS U OOYCJOBJICHHBIX HAPYIICHUSAMHU YHCIIa
WIH CTPYKTYPhl XPOMOCOM B COMAaTHYECKUX
KJIETKaX WJIM MOJOBBIX KieTkax. Knunuueckas
CUMITOMAaTHKa XPOMOCOMHOU MAaTOJIOTHHU pas3-
HOOOpa3Ha, OJJHAKO OJHUM M3 BEAYIINX CHM-
TITOMOB SIBJISICTCS 3a7ePKKa HEPBHO-TICUXHYUC-
CKOTO pa3BuTHS [5].

CBOEBPEMEHHOE MPOBEACHUE XPOMOCOM-
HOTO aHallu3a MMEEeT OOJNbIIOe 3HAYCHUE IS
BBISBIICHUS TPUYUH BO3HIUKHOBEHUS U ITPOTHO-
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3UPOBAHUS MHOTUX HACIEACTBEHHBIX M BPOXK-
JICHHBIX MOPOKOB pa3Butus. B Poccuu, B mpak-
TUYECKOM 3/IpaBOOXPAHEHUU UCCIICIOBAHUS
KapuoTHITa poBoIsATCsA ¢ 1966 roma. B mabo-
paropusx MEIUIIUHCKON ITUTOTEHETHKH ISt
aHajgnu3a XPOMOCOMHBIX aHOMAJIWUU HCIOb-
3YIOTCS KIIACCHYECKHUE METOABl IIUTOTCHETHU-
YEeCKOro aHanusa, Oasupyrouecs Ha audde-
PEHIIMAEHOM OKpAIIMBaHUU XPOMOCOM. ODTH
METOIbI TTO3BOJISIOT BBISIBIISAITH BCE YMCIICHHBIE
HapyIIeHUS W 3HAYUTEIBHYIO YacTh CTPYK-
TYPHBIX XPOMOCOMHBIX TiepecTpoek. OmHako
B psJie CIIydaeB pa3peliaromieil criocoOOHOCTH
9TUX METOJIOB OKA3bIBACTCS] HEJOCTATOUHO JIJIS
YCTENTHOTO MPOBEICHUS TUATHOCTHKH XPOMO-
COMHBIX aHOMAJIHA, HalpUMep, IJS TOYHOTO
OTIpe/ieICHNS TPAHMII TOUYEK Pa3phIBOB P WH-
BEPCUSX M TPAHCIOKAIMSIX, IS OMPEICICHUS
MIPOUCXOKICHUS JTOTIOTHUTEILHOTO XPOMO-
COMHOI0 MaTepuayia Inpu HecOaTaHCHPOBaH-
HBIX TpaHcnokauusx [1, 13, 16].

Bo03MOXXHOCTH ITUTOT€HETHYECKOTO aHAIIH-
3a 3HAYMTEIBHO PACHIMPHIIACH Oiaromaps mo-
SIBJICHUIO U Pa3BUTHIO HOBBIX BBICOKOMH(DOP-
MAaTHUBHBIX MOJEKYISIPHO-IIUTOTCHETUIECCKUX
METOZIOB, IIaBHBIA M3 KOTOPBIX — (Iroopec-
HeHTHas ruopunusanus in situ — FISH-metox
(ot anmm. fluorescent in situ hybridization).
MeTon TO3BOJNAT MPOBOAWUTH THOPHUIU3AIIIO
MeTadasHbIX WM HMHTEP(A3HBIX XPOMOCOM
¢ paznmuunbiMu JIHK-30n1aM1. 30HABI — KO-
HUPOBAHHBIC MOCIECIOBATEIBHOCTU HIH BbI-
nenennsle yyactku JIHK, xomremeHTapHbIe
yuactky J{HK uccnenyemoro kapuotuna u Me-
YeHHbIE  (DIIOOPECIMPYIONIUMH  BEIIeCTBa-
Mu. Haubosee 4yacTo HCMONB3YIOT BBICOKO-
noBTOpsitoluecs mnocnenoBarensHocT JHK
LICHTPOMEPHBIX WM  MEPULIEHTPOMEPHBIX
palioHOB, OTHAKO B PAJE CIy4acB BO3HHUKAET
HEOOXOAMMOCTh B NPUMEHEHWH YHHUKaIbHBIX
JAHK-nocnegoBarenbHOCTEH, TaKUX Kak, KOC-
MuHbIe KIIOHBI, YAC — mpoObl, aHOHHMMHBIC
MOCJICIOBATEILHOCTH U JIp., YTO OOecIeunBa-
€T JETalbHOC MCCICAOBAHUE T'€HETUYECKOM
CTPYKTYPBl XPOMOCOMHBIX II€PECTPOEK, Ha-
MpUMep MapKepHBIX XPOMOCOM, a TaK)Ke aHa-
JM3 TOYEK Pa3pbIBOB XPOMOCOM B Pa3IMIHBIX
TUMNAX TpPaHCIOKalUMUM, Jeneuui, ayIuidKa-
LU, UTHBEPCHUM, MHCEPLUH, TULEHTPUUYECKUX
U KOJIBLEBBIX XpomocoM [10, 14].

[IpuHIHIT MeTOAA 3aKITFOYACTCS B CIIEAYIO-
meM: 1 — 11 u3yyaeMoil XpOMOCOMBI HIIH €€
y4acTKa TOTOBST oqHOHUTEBOM yuacTok JIHK,
K KOTOPOMY TPHUCOCTUHSIOTCS METKU — OHO-
THUH WIN JATOKCUTeHUH (Takol yuyactok JJHK
nasbiBaercsa JJHK-30n10M); 2 — Ha MUKPOCKO-
MMUYECKOM TIpemapare in situ mpu oOpaboTke
niesioubto xpomocomHast JIHK nenarypupyer,
T.€. Pa3pbIBAIOTCS BOAOPOAHBIE CBA3H MEXKITY
meymst autamu JIHK; 3 — mpemapar o6paba-
teiBatoT JJHK-30u10M. TTockonbky aHutn JJTHK

B3aMMOKOMIUIEMEHTApPHBI, 30H] MPUCOEINHS-
€TCsl K COOTBETCTBYIOIIEMY YYaCTKy XpOMO-
coMbl. B aTOM yuacTke BOCCTaHaBIIMBAETCS
nBoitHas crimpans (peHaryparus JHK). [Tpu-
YeM MOXKHO OJHOBPEMEHHO WCIOIb30BaTh
MHOXECTBEHHBIE 30H[bI K Pa3HBIM JIOKyCaM;
4 — mony4eHHbIH mpemnapar 00padaThIBaOT XHU-
MHUUYECKUMH COCTUHEHUSIMH, KOTOpbIE CLIOCO0-
HBI U30MpPaTEeITbHO PUCOCTUHSITHCS K ONOTHHY
WA TUTOKCUTEHUHY; 5 — K TIOJY4YEeHHBIM KOM-
TUIEKCaM TIPUCOCAMHSIOT (IIOOpPECIIEHTHBIE
KpacuTenu (ABYXIIBETHAS WM TPEXIIBETHAS
¢uroopeciieHTHAs THOpUIU3aIus U T.11.); 6. —
C HOMOIIBIO JIFOMHUHECIIEHTHOTO MHUKPOCKOIA
OKpAIIeHHBIE XPOMOCOMBI MOXKHO YBHUJIETh Ha
(hoHe HeOKpaleHHBIX |5, 9].

Meton FISH mpumensieTcss odeHb IIHPO-
KO — OT JIOKQJIN3allMU TeHa 10 pacin(poBKU
CJIOKHBIX TIEPECTPOEK MEXKAY HECKOIbKIMHU
xpomocoMaMu. MeToa MOXKHO MPUMEHSTD IS
JIUATHOCTHKHU aHEYIUIOWIUN B HWHTEP(a3HBIX
anpax — uHTEepdaszHas IUTOTeHeTHKa. MeTox
SKOHOMHYEH W 3aHMMAaeT MEHbIIE BPEMEHH,
YeM KapUOTHIHpOBaHHE aU(PepeHIINATBHO
OKpallleHHbIX XpoMocoM. Heocnopumoe mpe-
UMYIIECTBO WHTEp(a3HON I[UTOTCHETUKH —
OTCYTCTBHE HEOOXOIMMOCTH B TIPUTOTOBICHUHU
mperaparoB MetadasHBIX XPOMOCOM H KYIIb-
TUBHUPOBAaHUHM KIETOK. DTO CHUMAaeT MHOTHE
BOTIPOCHI, CBSI3aHHBIE C BO3HMKHOBEHHEM ap-
Te(aKTOB, MPUCYIIUX JJIUTSIILHBIM KYJIbTypam
KJICTOK (MTOJIUILIIOUIU3ALIMS i Vitro, BOZHUKHO-
BEHHUE W KIIOHANIbHAS CEJIEKITUs KIETOK C abep-
panusiMi KapHOTHITa, H3MEHEHHE TMPOITOPIINI
KJIETOYHBIX KJIOHOB IIPU XPOMOCOMHOM MO3a-
unusme) [5].

FISH na wuHTEepda3HbIX XpoMocomax
CIY)XHT OBICTPBIM  METOJOM NpCHATallb-
HON AuarHocTuku Tpucomuili mo 21, 18 wmm
13 xpomocoMaM wiH abepparuii TOJOBBIX
xpomocoM [12]. Harmpumep, MOKHO TTOTYIUTH
WHPOPMAIHIO O KolmdecTBe 21-X XpoMocom
B KJIETKAaX aMHUOTHYECKOHN >KUIKOCTH (TIpeHa-
TajabHas — JIOPOJIOBAst JIMATHOCTUKA CHHIPOMA
Hayna y mmoma) — cneruduuecknii JJTHK —
30H]1 17151 21-0M XpOMOCOMBI TIOKAXET B sApax
3THX KJIETOK WJIM JIBE CBETAIIMECS TOYKH, YTO
COOTBETCTBYET ABYM 21-M XpoMocomam, WU
TPU — YTO BBIABUT TpHCOMMIO 1O 21-0#1 Xpo-
MocoMe [17]. MeTtoasl MOJEKYIIpHON LIUTOTe-
HETHKHU TIO3BOJIFJIN TIOBBICHTH BEPUPHUKAIIIO
XPOMOCOMHEIX Ooie3Heit. [1pu ncrmonp3oBaHIN
OOBIYHBIX ITUTOTEHETHYECKUX aHAIN30B — JOJIS
HEBBISIBIIEHHBIX cilydaeB cocTtaBmia 10 %, npu
ucnonb3oBannu FISH — Texnomoruu — cHU3M-
nachk 110 0,9 — 1,5% [18, 19].

Uccnenoanus, nposeaenusie JI.C. bane-
BOH, CBUJIETEILCTBYIOT O TOM, YTO BBISIBIICHUE
CyOTEIOMEPHBIX M TEJIOMEPHBIX MEPECTPOEK
C TIOMOIIBIO MOJIEKYJIAPHO-IINTOT€HEeTHYEe-
CKMX METOJI0OB B KOMIUIEKCE C KJIACCUYECKOMN

MEXTYHAPOJIHBIN KYPHAJI TIPUKJIA THBIX
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IIUTOrCHETUYECKOM JTUAarHOCTHUKOW  MOJMKET
BHOCHUTb 3HAYUTEIbHBIN BKJaJ B AMArHOCTHU-
Ky HenupdepeHITMpOBaHHBIX ()OPM YMCTBEH-
HOU oTctasioctH y aereil. Yacrora Takux
IIEPECTPOEK, 110 TaHHBIM Pa3HbIX aBTOPOB, CO-
crasiset ot 0,5 mo 7,4 %. Koppensauus Terno-
MEPHBIX B CyOTEJIOMEPHBIX aHOMAIUI XPOMO-
COM C OIIpeeNIEHHOMN KIMHUYECKON KapTHHOMI
MOXET CHOCOOCTBOBAaTh BBIUJICHEHUIO HOBBIX
XPOMOCOMHBIX CHHAPOMOB U3 OOJIBIION TPyII-
bl HemuhepeHITUPOBAHHBIX (POPM YMCTBEH-
HOU oTcranoct [1].

[IpoBesieHO LUTOreHETHYECKOE U MOJIe-
KyJSpHO-IIUTOTEHETUYECKOE  HCCIIEJOBaHUE
y 3593 nereii ¢ HemudQepeHITUPOBAaHHBIMHU
(opMaMu yMCTBEHHOH OTCTaJIOCTH, MHOXeE-
CTBEHHBIMH BPOXKICHHBIMU IOPOKaMH H/WUJIH
MHUKpPOAHOMAJHMSAMH pa3BUTHS. B pesynbrare
IIUTOr€HETUYECKOr0 aHalu3a aBTOPBI, MOMHU-
MO XPOMOCOMHBIX aHOMAJH{, BBISIBHIIM XPO-
MOCOMHBIEC BapHaHTBl 1 MHBEPCUH OKOJIOLICH-
TPaMEPHOrO TeTepoXpoMaTuHa XpoMocoM 1,
9, 13-17, 21, 22 u Y. KonuuectBennas FISH
¢ npumenenuem JIHK mpo6, crnenuduyecku
MapKHUPYIOIIUX BapHaOelbHbIe y4acTKU reTe-
POXpOMaTHHA XpPOMOCOM, MOATBEPIUIIAa LIUTO-
TCHETHYECKUE JaHHBIC U TO3BOJSIET OLCHUTD
HenocpencTBeHHO coaepkanue JIHK B nman-
HOM XPOMOCOMHOM Y4YacTKE U CUHTAETCS Ipsi-
MBIM METOIOM HccieoBanus. Jlo cux mop HeT
€IMHOTO B3INIsAZla Ha POJIb BAapUAHTOB OKOJIO-
LIEHTPOMEPHOTO TeTEPOXPOMAaTHHA B Pa3BUTUHU
TOU WM UHOU MaTOJOTUU. ABTOPBI NPEAIOIO-
UM, YTO BO3MOXKHO IPU COOTBETCTBYIOLINX
00CTOATEJIBCTBAX 3TH YYaCTKH MOTYT OKa3bl-
BaTh BIMSHUC HA HapylleHHe (YHKIMOHAIb-
HOM aKTUBHOCTH T€HOB, HAXOASIIUXCS OT HUX
B HEIIOCPEJICTBEHHON OJIM30CTH, — TaK Ha3bIBa-
eMBIN APPEKT MMOIOKEHHS TEHOB [3].

CTpyKTypHBIE XPOMOCOMHBIE AHOMAJINU
B BHJIE JNETCIUN W AYIUIUKAUNA HEOOIBIIIOTO
pa3mepa COCTaBIIAIOT 3HAYUTEIBHYIO JOJIO
XPOMOCOMHOH NaTOJIOTMM CPeAu JeTed C 3a-
JCP)KKOW  pa3BUTHsI, ayTU3MOM, [OPOKaMH
u aHoManusimu pa3Butus. A.Jl. Konoruit npu-
Be€Ja pe3y/lbTarhl JIA0OPAaTOPHOW AMArHOCTHU-
KH XPOMOCOMHBIX MHKPOIIEPECTPOCK y 14-Tu
nerelt ¢ HenquddepeHIUPOBaHHBIMU (POPMaMH
YMCTBEHHOW OTCTAJIOCTH, TMOPOKAMHU H/HIIH
MaJIIMA aHoManusMu paszsutus. Ilpu mpo-
BEICHUHM IUTOTCHETHUECKOTO HCCIIEIOBAHUS
MetomaMu  muddepeHIIaaIsHOr0  OKpaIlTnBa-
HUSI XpPOMOCOMHAsI IIaTOJIOTUS! Yy 3TUX JeTel He
ObL1a BBIsIBICHA. JlaHHBIE CITy4Yan CIOKHBI JIIsI
LUTOT€HETUYECKON UarHOCTUKH, TMOCKOJBKY
MOTYT OBITh CBfI3aHBl C MHKPOAHOMAJIUSMH
KapHOTHUIA, BBIBICHUE KOTOPBHIX BO3MOXKHO
TOJIBKO C HPUMEHEHUEM MOJIEKYISPHO-LIUTO-
IEHeTUYECKUX METoH0B uccienosanus. Ilpu-
MEHEHHE CIIeIHAIIbHOTO aJroOpuTMa aHaIu3a
XPOMOCOMHBIX HapyIlIeHUH, BKJIIOYAIOIIEro

rHOPUM3ALMIO HA XPOMOCOMaX 7 Situ T03BO-
JWIO BBISIBUTH MHUKPOAHOMAIHMH KapUOTHUIIA
Y ONPEJICNIUTh STUOJOTHUSCKHE IPUIMHBI XPO-
MOCOMHOM naTtonoruu y Bcex 14 nereit. Ilpu-
MEHEHHE COBPEMEHHBIX JTHArHOCTHYECKHUX
TEXHOJIOTUH TI03BOJIIET HE TOJHKO TOBBICUTH
3P PEKTUBHOCTH MOJICKYJISIPHO-LIUTOTEHETHYC-
CKOM TMAarHOCTHUKU 32 CUET BBISIBICHUS MUKPO-
HapyIIEHU! TeHOMa Yy JIeTel ¢ HapyIIeHUSIMU
TICUXWKH, HO TaK)Ke BBISBISTH HOBBIE HO30JIO-
ruu 13 HeaudhepeHITMPOBAHHBIX (MIAOTIATH-
4yeckux) (opM yMCTBEHHOMH oTcTanoctu [7].
AHEYIUIOUANN TOHOCOM SIBIISIIOTCS Hau-
0osiee pacrnpoCTpaHEHHBIMH XPOMOCOMHBIMHU
CUH/IPOMaMHU TI0CIIE TPUCOMHUU XPOMOCOMBI 2 1.
YacroTa nx cocrapiseT He MeHee 0,3 % B 00-
med nonynsuuu. [Ipu 3TUX cuUHApOMax m0-
BOJIBHO YacTO BBISIBIISTIOTCSI MO3auUvHBIE (oOp-
MBI, KOTZIa B KJIETKaX OMHOW WM Pa3TUYHBIX
TKaHEH TPUCYTCTBYIOT JBE WIH Oojee Kie-
TOYHBIC JTUHUH C Pa3HbIM XPOMOCOMHBIM Ha-
6opom. OCHOBHOI! 3a/1auel P UCCIICOBAHUHT
MO3aM4YHBIX (HOPM YUCIEHHBIX XPOMOCOMHBIX
aHoOMaJIMi siBiIsieTCsl A GEKTUBHOE Ompeesie-
HUE JTOJTU KJIETOK aHOMAJILHOTO KJIOHA JIJIS TTPO-
THO3MPOBAHUS TCUCHHSI OOJIE3HU U KOPPEKTHO-
r'0 MEIUKO-TeHETUYECKOTO KOHCYJIBTUPOBAHUS
cemMbu. OcoOBIe CIOXHOCTH BO3HUKAIOT IPH
BBISIBIIGHUH HU3KOMPOIIEHTHOTO MO3aWIu3Ma,
MIPH KOTOPOM OJHA W3 KJICTOYHBIX JIMHUN TIPHU-
cyrctByeT B 10 % kineTok u Mmenee. Pesynbrarsl
uccneaoBanuii Jlemuaoroit M. A. mokassIiBaror,
YTO B ATOM CIIy4ae TPaAUIIMOHHBIN IUTOTCHE-
TUYECKUI METOA Ui TIOCTHATAIBHBIX HCCIIe-
JoBaHUI KaproTuma ManodddextuseH. bomee
TOTO, TIPU TTOBTOPHBIX ITUTOTCHETUUCCKUX HC-
CJIEIOBAHUSAX B IMPOIIECCE KYJIHTUBHUPOBAHMS
MOJKET HAOIONAThCS CEIEKTUBHBIN 0TOOp Kite-
TOK C YHUCICHHBIMH aHOMAJUSMHU XPOMOCOM
i 6e3 HUX BIUIOTH JIO TIOJHOHN SIMMHUHAITUN
OJHOTO M3 KJIOHOB. OJTHAKO OTCYTCTBHE aHEY-
IJIOUTHBIX KIETOK B MOCJICIYIONTUX HCCIEH0-
BaHUSAX HE TOBOPHUT 00 OTCYTCTBUH aHEYILIOU-
JuH. BhISBICHHE «CKPBITOTO» XPOMOCOMHOIO
MO3aHIM3Ma C TIOMOIIBI0 COBPEMEHHBIX MOJIe-
KyJSIPHO-IIUTOTEHETUYECKUX METOJIOB MOMKET
OOBSCHUTH TPUYIUHY 3a00JIeBaHUA, OIpele-
JIUTH TIPOTHO3 W TIPOBECTHU JICUCOHYIO KOPPEK-
U0, 0COOCHHO MIPY MO3aWYHBIX (OpMax duc-
JICHHBIX aHOMAJIUH TIOJIOBBIX XpOMOCOM [4].
XpOMOCOMHBIM ~MO3auLIM3M Yalle Ha-
OmromaeTcsl TPU YMCIEHHBIX XPOMOCOMHBIX
AHOMAJIHSX B OTIIMYHE OT CTPYKTYPHBIX, YTO
OBUTO YCTAHOBJICHO MHOTHMH HCCJICIOBAHUS-
Mu. Pesynbrarel uccnenoBanus Komoruit A/l
MOKaszald, YTO IOCHE I[UTOrCHETHYECKOTO
aHaM3a XPOMOCOMHBIH MO3aWIM3M HaOIO-
nancst y 3,4% oT Bcex M3ydaeMbIX OOJbHBIX.
Ilocne mpoBeneHuss MOJEKYIAPHO-IIUTOTE-
HETUYCCKOTO WCCICAOBAHMS IO CIIydacB
C XPOMOCOMHBIM MO3aUIIU3MOM COCTaBUJIA
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5,9%. YcTaHOBJICHO, UTO BELISBIICHUE BO3MOXK-
HOTO MO3auIU3Ma MOJICKYJIAPHO-LIUTOTCHE-
THYECKUMH METOJIaMHU JIMarHOCTUKU Tpely-
eTcsl MalMeHTaM CO CTEePTON KIMHUYECKOU
KapTHHOM TaKMX XPOMOCOMHBIX CHHIPOMOB,
kak Jlayna, DnBapzca, Ileperesckoro-Tep-
Hepa, TPUCOMHM X, a TaKKe JEBOYKAM C JIHC-
reHe3Uel roHal MpYU HOPMAJILHOM KapUOTHUIIE,
OTIPENICTICHHOM ITUTOTEHETHYECKUM METO/IOM.
CBoeBpeMeHHasT > (heKTHBHAS TUATHOCTHKA
MO3aUYHBIX (POPM XPOMOCOMHBIX AHOMAIHUIl
CIOCOOCTBYET JIe4yeOHOM KOppEeKIuu, 0COOeH-
HO MPH MO3aWYHBIX (hopMax aHOMAJHH MOJIO-
BBIX XpoMocoM [6, 8, 15].

B pa6ore bepemesoii A.K. npencrasieno
cooOmIeHne 0 8-IeTHeH IeBOYKe ¢ MO3aUTIHOI
dhopmoii curmpoma IllepemeBckoro-Tepuepa.
[uTorenernyeckoe HCCIEIOBaHUE MOKA3aJI0
MO3au4Hyr0 (HOpMy CHHIpOMA TPU HAJTUYUU
KJIOHA KJIETOK C KOJIBLIEBOM XpomMocoMon X
¥ OTCYTCTBHM HOPMAJILHOTO KJIOHA. MeTomom
FISH noarBepawyii  MOHOCOMHIO XPOMOCO-
MBI X ¥ OOHApY)KHJIN JAOTIOJIHUTEIHHBIA KIIOH
KJIETOK C¢ Tpemsi Xxpomocomamu X. Hopmaib-
HBIM KJIOH KJIETOK ¢ KapuoTunom 46,XX He
BesiBIeH. Multicolor banding (MHoromsero-
BOE OKpAITMBAHKE) MOKA3AJI0 JEIEIUI0 TICEB-
JI0OAyTOCOMHOTO y4YacTKa B KOPOTKOM IIIede
W JIETICIIMIO KOHIIEBBIX YYAaCTKOB KOPOTKOTO
W JJIMHHOTO IJIEY KOJIBLIEBOM XPOMOCOMBI X
BO BCeX KJeTKaX. Takum 00pa3oM, MpUMEHe-
HUE BBICOKOPA3PEIIAIOIINUX MOJEKYISIPHO-LIU-
TOTEHETUYECKUX METOZOB MO3BOJHIIO OIpe-
JIENIUTH TTOTEPI0 TICEBI0AYTOCOMHOTO y4JacTKa
B Xp22.32, OTBETCTBEHHOTO 3a HHU3KHUU POCT,
YEPEMHO-JINIICBhIC, CKEJICTHBIC AHOMAJIUU,
U KpUTHYecKoro ydactka Xp22.1, KOTopblit
BEJIET K CUMIOTOMOKOMILIEKCY cuuapoma Ille-
pemreBckoro-Teprepa. Mcnonp3oBanue coBpe-
MEHHBIX MOJIEKYJISIPHO-ITUTOT€HETHIECKIX Me-
TOJZIOB CIIOCOOCTBOBAJIO TIOBBIMIEHUIO YPOBHS
MEIUKO-TCHETHUECKOTO  KOHCYJIBTHPOBAHUS,
4TO O00CCIeYMBACT HA3HAUCHUE KOPPEKTHOIO
CHMITOMAaTHYECKOTo JeueHus [2, 8].

B pabGore MunaiiueBoii J.LU. oTpaxeno
MIPUMEHEHNE MOJIEKYIISIPHO-IIATOTEHETHYECKO-
ro METO/Ia B KIIMHUYECKOM IpakTuke. bepemen-
Has xeHmuHa 30 met oOparunack B [enernue-
CKYIO KJIMHUKY WHCTUTYTa I TPOBEACHUS
axorpahuIecKoro UccienoBanus mioaa Ha 21
Hezene recranun. [Ipu o0cienoBanny ObLT BBI-
SIBIIEH TIOPOK PAa3BUTHSI CEPIIEIHO-COCYIUCTON
cucteMsl. [l HCKITFOYEHUST XPOMOCOMHOM ITa-
TOJIOTUH OBLIO IPOBEICHO MHBA3MBHOE BMEIIIA-
TEJIHCTBO (KOPAOLIEHTE3) U MOJMYUYEH TUIOMHBIN
matepuan. CTaHJapTHBIA IUTOICHETHUYECKUI
aHamm3 (G-okpacka) HE BBISIBUII CTPYKTYp-
HBIX U YUCIOBbIX HapyuieHuid — 46, XY. [lpu
OCMOTpPE BpadOM-TEHETHKOM B Bo3pacte 3-X
MECSITICB BBISBICHBI MHOXXECTBEHHBIC CTHUTMEI
JU3>MOpPUOTreHe3a — DIHUKAHT, KOPOTKUH HOC

C OTKPBITBIMH BIEPEI HO3APSIMH, IIUPOKAs
BEPXHSIST UETIOCTh, MUKPOTHATHS, OTTOIBIPEH-
HBIC YIITH, OTMEYAJIACh MBIIICYHAS THIIOTOHUS
U TIporpeccupyomias aedopmamus mo3BOHOY-
HUKA, 9TO TO3BOJMIIO 3aMOJ03pUTh HAIHYHE
TCHETHUYECKON MATOJIOTHH W MPOBECTHU JOIOJI-
HUTEIILHOE 00CJICIOBAHUE C UCIIOJIb30BaHUEM
MOJICKYJIIPHO-IIUTOTCHETUYECKUX ~ METOJIOB.
Metonom FISH Obputa BeIsIBIIEHA MHKpOJIENe-
A B XPOMOCOME 7 B KPHTHUYECKOH 00acTH
cuaapoma Bunbsimca. Bepudukamms nuaraosa
y TaIlMeHTa B JIOCTaTOYHO pPaHHEM BO3pacTe
MO3BOJIMJIA CKOPPEKTUPOBATh IIaH HAOIHOJIe-
HUSL W pa3padoTaTh WHIAMBUIYaJbHBIA KOM-
TUIEKC TPOPUIAKTHIECKUX, JIeYeOHBIX U pea-
OMIMTAIIMOHHBIX MEPOTIPUATHH [9].

3aKkjIoueHue

TaxuMm o6pazom, (iroopecrieHTHAsS THOPH-
JU3alus in situ ¢ HacTosiIIee BpeMsl SIBISIETCS
OHUM M3 Hanbosee 3H(PEKTHUBHBIX U ITUPOKO
UCIIONIb3YEMBIX METOIOB MOJICKYJISIPHOM LUTO-
T€HETUKH, MTO3BOJISICT YCTAHOBUTh U YTOYHHUTH
JIMarHO3 XPOMOCOMHOMW ITaTOJIOTHMH, YTO CIIO-
COOCTBYIOT HOBBIIICHHUIO YPOBHS TeHETHIECKO-
r'o KOHCYJILTUPOBaHUs, a Takxke 3QdekTHBHOIM
NpOQHIAKTHKE XPOMOCOMHBIX 3a00JICBaHHH.

CHHCOK JINTepaTyphbl

1. banesa JI.C. bonmapenko H.A., Jlemunosa U.A. u np.
Mukpozenenusi XpoMOCOMbl y peOeHKa, pOAMBILETOCcs OT 00-
JIYYEHHBIX POAMTENICH: NPUMEHEHHE MOJIEKYJIIPHO-LIUTOreHE-
THUYECKOM TMarHOCTUKH // POCcCHICKHI BECTHUK MEPHUHATOIIOTHH
u neauarpun. —2012. — T. 57, Ne 1. — C. 66-69.

2. bepemena A K., FOpos WN.10O., Konoruit A.Jl. u ap. Mo-
3anunas Gopma cuampoma lllepemreBckoro — TepHepa ¢ KOIb-
LIeBOM XpoMocoMoll X y J€BOYKHU § JIET: IPUMEHEHHE METO0B
MOJIEKYIISIPHO — IIMTOT€HETHYEeCKON TuarHoctuku / / Poccuii-
CKHUif BECTHHK MEPUHATONOTHU U meanarpuu. — 2011. — Ne 5. —
C. 30-37.

3. lemunosa .A., Bopcanosa C.I'., FOpos I.1O. u ap. I{u-
TOI€HETUYECKUE M MOJICKYIIIPHO-IINTOTCHETUIECKHUE UCCIIeI0-
BaHUs HeJe(hepeHIMPOBAHHBIX ()OPM YMCTBEHHOM OTCTAIOCTH
y meteii // Poccuiickuii BECTHHK IEPUHATOIOIHH H ISTHATPUH. —
2009. - Ne 1. - C. 69-75.

4. lemunosa U.A., Bopcanosa C.T"., FOpos N.1O. u ap. Uc-
CJIeIOBAaHME HHU3KOMPOIIEHTHOTO MO3aHMILM3Ma FOHOCOM Y JBYX
JIeTell ¢ 3a/IepIKKON MOJIOBOTO U (hH3UUECKOTO Pa3BUTH: HEOO-
XOIUMOCTh HMPUMEHEHUS] MOJICKYJISIPHO-IIUTOTEHETHYECKUX Me-
TO10B // POCCHICKMI BECTHUK NMEPUHATOJIOTUH M HEAUATPUU. —
2010. — Ne 6. — C. 36-40.

5. bouxoB H.II., ITy3eipeB B.I1., Cmupuuxuna C.A. Kimu-
Huyeckas reaeruka. — M.: TDOTAP-Menaua, 2011. — 592 c.

6. Konoruit A.Jl., Bopcanosa C.I'., IOpos WN.1O. u ap. BeI-
SIBJICHHE MUKpOaHaMaluii XpoMocoM Yy nieteii ¢ HenuddepeHim-
POBaHHBIMHU (POPMaMH YMCTBEHHOMN OTCTaJIOCTH: OPUTMHAIBHBII
QITOPUTM aHAJIN3a XPOMOCOM BBICOKOTO Pa3pelieHUs] METOAaMU
MOJIEKYNISIPHON UTOreHeTHKY // DyHIaMeHTaIbHbIC HCCIE10Ba-
Hus. —2013. — Ne 6. — C. 1411-1419.

7. Konoruit A.Jl., Bopcanosa C.I., FOpos MN.IO. u mp.
I{uToreHeTnyeckue U MOJEKYISPHO-IIUTOIEHETHYECKHUE HCClle-
JIOBaHHUS B JIMATHOCTHKE MO3aMYHBIX ()OPM XPOMOCOMHBIX aHO-
Manuii y gereid // Poccuiickuii BECTHUK IEPUHATOJIOTHHU U TISH-
arpun. —2011. — Ne2. — C. 23-29.

8. Kpasuosa H.A., Kpasmos 10.A., Auronenxo ®.®. Ilcu-
XOJIOTHYECKHE acIeKThl HapyLIeHHI M0oI0BoH AuddepeHnnpoB-

MEXTYHAPOJIHBIN KYPHAJI TIPUKJIA THBIX
1 ®YHIAMEHTAJIBHBIX UCCJIEJOBAHUI Ne 6, 2016



284

B MEDICAL SCIENCES N

KU y gereit // THXOOKeaHCKUH MEAMIMHCKH xKypHa. — 2005. —
Ne3.-C.61-63.

9. Munaituesa JI.1., Hazapenxo JI.IT., Jlebenes M.H., Ka-
meBapoBa A.A. [TpuMeHeHHE MOJIEKYIISIPHO-IIUTOTCHETHYECKUX
METOIOB B KIMHHYECKOW MpakTuke / BOmpochl IHarHOCTHKH
B neauarpuu. —2009. — T. 1. — Ne 2. — C. 32-34.

10. HoBukoB I1.B. CemuOTHKa HACIIEJCTBEHHBIX 0OO0JIE3-
HEHl y nereil (CUMITOM-CUHAPOM-00ie3Hb). — M., «Tpuama-X»,
2009 — 432 c.

11. Pynpko L', Anteiaauk H.A., TToranoBa H.B. u ap.
Cryyail 1MarHOCTHKH TPUCOMMH IO KOJIbLIEBOI Xpomocome 14
MpU PaCIIMPEHUH BOPOTHUKOBOTO TpocTpaHcTea miona // Ipe-
HartajbHas quarHoctuka. — 2012, — T. 11, Ne 3. — C. 254-257.

12. Benn P., Chapman A.R. Ethical and practical challeng-
es in providing noninvasive prenatal testing for chromosome
abnormalities: an update // Curr. Opin Obstet Gynecol. —2016. —
V.28, Ne 2. —P. 119-24.

13. Faraut T., Mermet M.A., Demongeot J., Cohen O. Co-
operation of selection and meiotic mechanisms in the produc-
tion of imbalances in reciprocal translocations // Cytogenet. Cell
Genet. -2000. — V. 88. — P. 15-21.

14. Gonzales P.R., Carroll A.J., Korf B.R. Overview of
Clinical Cytogenetics. // Curr. Protoc. Hum. Genet. — 2016. —
V. 89, Ne 8.1. - C. 1-8.

15. Kemp T., Smith L., Akerman S. Gonadal pathology in
a girl with 45,X/46,XY mosaicism // S. Afr. Med J. — 2015. —
V. 105, Ne 12. — P. 1001-1003.

16. Morozkin E.S., Loseva E.M., Karamysheva T.V. et al.
Amethod for generating selective DNAprobes for the analysis
of C-negative regions in human chromosomes // Cytogenet. Ge-
nome Res. —2011. - V. 135, Ne 1. = P. 1-11.

17. Mangelschots K., Van Roy B., Speleman F. et al. Re-
ciprocal translocation between the proximal regions of the long
arms of chromosomes 13 and 15 resulting in unbalanced off-
spring: characterization by fluorescence in situ hybridization and
DNA analysis / Hum. Genet. — 1992. — V. 89. — P. 407—413.

18. Speicher M.R., Carter N.P. The new cytogenetics: blur-
ring the boundaries with molecular biology // Nat. Rev. Genet. —
2005. - V. 6. —P. 782-792.

19. Stomornjak-Vukadin M., Kurtovic-Basic 1., Mehi-
novic L. et al. Combined use of cytogenetic and molecular meth-
ods in prenatal diagnostics of chromosomal abnormalities //
Acta Inform. Med. —2015. - V. 23, Ne 2. — P. 68-72.

20. Vorsanova S.G., Yurov Y.B., Ulas V.Y. et al. Cytogenet-
ic and molecular-cytogenetic studies of Rett syndrome (RTT):
aretrospective analysis of a Russian cohort of RTT patients (the
investigation of 57 girls and three boys) // Brain. Dev. — 2001. —
V. 23.—-P. 196-201.

INTERNATIONAL JOURNAL OF APPLIED
AND FUNDAMENTAL RESEARCH Ne 6, 2016



