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NMPEHATAJIbBHOE KAPUOTUNMWPOBAHUE —
METO/ADbI, MPOBJIEMbI N MEPCMNEKTUBbI

m B 00630pe kpaTKo paccMOTpeHbI HCTOPUS
U COBpPeMeHHbIe MOAX0bI K HCC/Ie0BAHUIO
KApHOTHIIA YesI0BeKa, MPpenMyLecTBa

U HeJIOCTATKH IIUTOTeHeTHYeCKUX U
MOJIEKYJISIPHO-TeHeTHYeCKUX MeTO10B
XPOMOCOMHOI0 aHA/IH3a. JlaHbI OCHOBHBIE
MOHSITUS, UCIO/Ib3yeMble B IPEHATAILHOM
KapuoTunuposaHuu. PaccMorpeHsl
IJIABHbIE HANPABJIEHUS U HTOTH
HcclIe[0BAHUI CIIOHTAHHBIX A00PTOB,

a Takske SMOPHOHAJIBHOIO U IJIOHOTO
MarepuaJa, MoJIy4eHHOT0 HHBa3HBHBIMHU
MeTOoaMH MPeHATAIbHOI AMATHOCTHKH

B I u II TpumecTpax GepeMeHHOCTH.
OxapakTepu30BaHbI MeTOAUYECKHE
MOAXO0/bI K JOMMILIAHTAMOHHOM 1
HEMHBA3UBHON NPeHATAIbHON IHATHOCTHKE
XPOMOCOMHBIX (osie3Heii. O0cy:KIeHbI
nepcrneKTUBBI Pa3BUTHSI MeTO0B
MPEeHATAJbHOI0 KAPHOTUIIHPOBAHUS.

m KiiroueBble cj10Ba: mpeHaTaibHAS
JIMarHOCTHKA; XPOMOCOMHEIE OOJIC3HH;
XPOMOCOMHBIEC aHOMAIINH; KAPHOTUITHPOBAHNE

BBepeHune

KapuorunupoBanue mioga SBISETCS HEOTHEMIIEMOW YacCThIO
KOMILIEKCa METOI0B npeHaranbHoi auarnoctuku (II). B nmonas-
TSTIONIEeM OOJBIIMHCTBE cirydaeB (Oonee 90 %) muToreHeTHIecKue
WCCIIEZIOBAHUS TUIOJHOTO Marepuaja MpOBOIATCS y OepeMEeHHBIX
TPyMIT BBICOKOTO PHCKa IO POXKACHUIO peOCHKAa C XPOMOCOMHOM
narosiorueii, cOpMUPOBAHHBIX TI0 pe3yjbTraTaM Iporpamm Ipe-
HATAJIFHOTO CKPUHUHTA (IIUTOTEHETHYECKOTO, OMOXMMHYECKOTO
U YIIBTPa3ByKOBOTO). AHaIW3 KapHOTHIIA TUIONA JIOJKEH COIIPO-
BOXKATh JI00O€ MHBAa3MBHOE BHYTPHMATOYHOE BMEIIATEIHCTBO,
MIPOBOJIUMOE U TI0 APYTUM TOKa3aHHSIM, TaK KaK TCHOMHbBIE MyTa-
IIUU BOZHUKAIOT de novo, n Kaxjaas 0epeMeHHOCTh MOXKET 3aBep-
IIATHCS POXKICHHEM peOeHKa ¢ XpOMOCOMHOM 0OJIE3HBIO.

B nacrosimee Bpemst nmpobiiema rurorenerndeckoit 1171 mpaku-
4YecKH pereHa. Pa3paboransl HaiexkHbIE U 3()()EKTUBHBIC METOJIBI
TOJTYYEHUs TIPenaparoB M OKPACKH XPOMOCOM M3 KIJIETOK ILIO/a
1 3apOJIBIIIEBEIX 000IOUEK Ha TFOOOM CpOKe OEpEMEHHOCTH, a TAKKe
y IpOOSIIHXCS 3apoIbIiieid 10 uMIuIanTayn. Co3/aHbl CTaHAapThI
KapUOTUTIMPOBAHMS, AITOPUTMBI JUATHOCTUKH TUIAIEHTAPHOTO MO-
3adIU3Ma U OJTHOPOAUTENHCKON TUCOMUM, HICHTUPHUKAIINU XPOMO-
COMHBIX abepparwii. PazpaboTaHbl TOIX0/bI K aHAIN3Y MEXaHHU3MOB
MIPOMCXOXKICHHSI TeHOMHBIX 1 XPOMOCOMHBIX MyTaIlli ¥ K MPooJIe-
Me u3ydeHHs QYHKIA XPOMOCOM B SMOPHOTEHE3e YellOBEKa.

Leap HacTOSIIErO COOOIIEHUS — Ha OCHOBAaHHHM COOCTBEHHO-
ro 20-IeTHero OIbITa JaTh 0030p COBPEMEHHBIX MPEICTaBICHUH,
KacCaloINXCs CTPATeTHH M TAKTUKH IIUTOTEHETUYECKON JAMarHOC-
THKH, a Takke 00CYIUTh TepcreKTHBHBIE HampasieHus 11]] xpo-
MOCOMHBIX 0OJIE3HEIA.

COBpEMeHHbIe nopxonbl K ucaienoBaHuo Kapmnotuna
TepMUHOM «KapHOTHID» HPHHATO 0003HAYaTh COBOKYIIHOCTD
MOP(OIOTHYECKUX OCOOCHHOCTEH MOIHOTO XPOMOCOMHOTO Habopa
enuHUYHON KIeTkH [ 16, 38]. [lon kapuoTHIpoBaHUeM OOBIYHO TTOA-
Pa3yMeBaloT aHaJIM3 YKCIIa U CTPYKTYPhl MeTa(asHbIX XPOMOCOM H3
KJIETOK COMaTHYECKUX TKaHEH C MOMOILBIO IIMTOTEHETHYECKUX METO-
J0B. Pe3ynbrarom KapuOTUIIMPOBaHUS SIBISICTCS] ONMCAHUE KapHOTH-
na B BUJE (opMyIibl ¢ yKazaHHEM OOILIEro YKcia XpoMocoM 1 Habopa
MOJIOBBIX XpOMOCOM. [[11s1 0003Ha4YeHNsI YNCTICHHBIX M CTPYKTYPHBIX
XPOMOCOMHBIX aHOMAJIMI MCIOJb3YIOTCS CIELUAIbHBIC 3HAKU, CUM-
BOJIBI M COKPAILICHHSI, PEKOMEH/I0BaHHbIE MEKTyHapOIHOM LINTOTeHE-
TUYECKOM HOMEHKJIATYPOU XpoMocoM uesioBeka [38].
KapuorunupoBanue sBisieTcss 00s3aTEIbHBIM KOMIIOHEHTOM
MOCTHATANBHON muarHocTuku u [1J] Tex ¢opm BpoxkeHHOI maTo-
JIOTHHU, KOTOpBIe OOYCIIOBJICHBI aHOMAJIMAMHU KapUOTHIA, TO €CTh
XPOMOCOMHBIX Oonie3He. AHOManMM KapuoTUIa MOTYT OBITH
00yCIIOBJICHBI U3MEHEHHUSAMH KaK YHCIIa, TaK U CTPYKTYPbl XPOMO-
coM. UucneHHble aHOMaIUU (T€HOMHbBIC MYTAIMH), BKIIOYAIOLINE
HNOJUIUIONUIO (TPUIIONANIO, TETPAIUIONANIO) U aHEYIIOUAMIO
(TprcoMHMH, MOHOCOMHHM), BO3HUKAIOT de novo B Ipolecce rame-
TOT€HEe3a WIN B paHHEM 3MOpHoreHese. PasnuuHble CTPYKTYpHbIE
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MEPECTPONKH XPOMOCOM (XpOMOCOMHBIEC abeppaiinm)
1100 HACIEAYIOTCA OT POAUTENEH, TMO0 BO3HUKAIOT
de novo. HepacxoxxJeHne XpoMOCOM B MUTOTHYEC-
KHX JICJICHUSIX KJIETOK MOKET IPUBOANUTH K 00pa3oBa-
HUIO MO3auKoB. KaproTunuyecku pasinyarommecs
KJIETKH MOTYT OBITh IPEICTABICHBI BO BCEX TKAHIX
U opraHax (MCTMHHBIH, WM T€HEPATU30BaHHBIA MO-
3aUIU3M) MJIH B KAKOW-JINOO OJHOM TKaHM, UM Opra-
He (OrpaHUYEHHBIH MO3aHIIU3M).

st aHanmu3a cTpyKTyphl U (YHKLIHUH MUTOTHYEC-
KHX U MECHOTHYECKMX XPOMOCOM B KJIETKaX MpPaKTH-
YECKH JIIOOBIX TKaHEH M OpraHoB pa3paboTaHO MHO-
KECTBO METOJI0B. B IpakTHuecKoM I1aHe IUTOreHe-
THUYECKHE METOIbI IPY BCEM pa3HOOOPa3HU UX OTACIIb-
HBIX 3TArlOB HANpaBJCHbl HA BBISABJICHUE T€HOMHBIX
U XPOMOCOMHBIX MYTalMid M aHaJU3 MEXaHU3MOB
uX IpoucxoxaeHus. BeiOop meroma ompenemnsiercs
KOHKPETHOM LIeJIbI0 UCCIICA0BAHNUS, OTHAKO B JTIOOOM
Cllyyae OH COCTOMT U3 JIBYX 3TaloOB — IOJyYCHHUS
XPOMOCOMHBIX NPENapaToB U COOCTBEHHO aHAJIM3A.

[IpsiMble METOBI MIPUTOAHBI IS TIOJIyUYCHUs! Tpe-
[apaTtoB M3 COMAaTHYECKUX TKaHEH, 00yaaaromumx
BBICOKOH MHUTOTHUYECKOW aKTHBHOCTBIO (JIIOOBIE TKa-
HU SMOpPHOHA Ha PaHHHUX CTaJUAX PA3BUTHUS, XOPUOH
1 TuiareHTa j1o 20-i Hezen 6epeMeHHOCTH, KOCTHBIH
MO3T, IUM(OHTHBIC Y3JIbl ), & TAKOKE JUIs aHAJIN3a MeHo-
THUYECKHX XpoMocoM. HenpsimMble MeTOzbl BKIIIOUAIOT
CIOCOOBI TONMYYEHHs IMpernaparoB XpoMOCOM MOCIe
CTUMYJIHPOBaHUS Nponudepanny KICTOK B YCIOBUSIX
in vitro. KynsTuBHpOBaHHE HEOOXOAMMO JUISI KIETOK
U3 €CTECTBEHHBIX CYCIICH3MH (KJIETKM aMHHOTHYEC-
KOH KHJIKOCTH, TMM(POLUTHI KPOBH) U AKCIUIAHTATOB
n3 Mo0BIX OpraHoB M TKaHed. IIponomkuressHOCTD
KyJIbTHUBUPOBaHUS (HECKOJIBKO YacoB, AHEH, HENelb)
OIIPE/ICIISICTCS TUIIOM KJIETOK, COCTaBOM IIUTATEJIbHBIX
cpel, a Takke cnoco0oM (PUKCAIUHU KIIETOK.

Jnst naeHTHUKAUE XpOMOCOM U aHaJnu3a uX
MOp(ODYHKIIMOHANEHBIX OCOOCHHOCTEH HCITOIb-
3yIOTCS Pa3fMyuHBbIE METOAbl JTU(QepeHInaIbHON
okpacku. Pa3zHooOpasHbie crmocoObl mpenoopadoT-
KM TpenaparoB MO3BOJISIOT BBIBISATH KaK JIMHEH-
HYI0O HEOTHOPOIHOCTh BCEX XPOMOCOM, TO €CTh MX
G/R-0s104HyI0 OpraHu3alyio, TaK M H30MpaTeib-
HO OKpAallMBaTh OTAEIbHBIC XPOMOCOMHBIE PailOHBI
(IPULIEHTPOMEPHOTO TEeTEPOXPOMATHHA, SIAPBILIKO-
BBIX OpraHu3aTopoB). B 3aBucuMocCTH OT Kpacurenen
aHanu3 (oOmMH M CENeKTUBHBINA aHaJIU3 KapHOTHIIA
WM MHAUBHUIYAIBHBIX XPOMOCOM) ITPOBOAUTCS MO0
B MPOXOAALIEM CBETE, TM00 — IOCIIE OKpAIIUBaHUS
(iryopoxpomMaMu — B OTPa)KEHHOM CBETE C MOMO-
LIbIO JTJFOMUHECIIEHTHOTO MUKPOCKOIIA.

[Ipu craHmapTHOM KapHOTHIHMPOBAHUH HCKIIIOYA-
€TCsl HOCUTENILCTBO BCEX MCHOMHBIX MYyTalHi (aHey-
IUIOMAMH M TOJIUIJIONINH) U MHOTHX XPOMOCOMHBIX
MyTalyi, OCOOCHHO TeX, KOTOpPbIE M3MEHSIOT MOp-
(hooruio XpoMocoM, BOBJICUCHHBIX B IEPECTPOKUKY.

TouHOCTb MACHTU()UKALIME XPOMOCOMHBIX abepparuii
3aBUCHUT OT PA3pEIIAIOIIEH CIOCOOHOCTH HCIIONb30-
BaHHOT'O METO/IA U YaCTO, 0COOCHHO B CHOPAANYECKUX
Clly4dasx MEJIKHX INEPEeCTPOeK M MapKEpHBIX XPOMO-
COM, NPEACTABISICT 3HAYUTEIbHBIC TPYIHOCTH. YUH-
TBIBasI TAK)KE CTATUCTHUYECKHE MPOOIEMBI THArHOCTH-
KH XPOMOCOMHOT'O MO3auIIM3Ma, BaXKHO IOJUYEPKHY Th,
YTO TOYHOCTH CTaHJAPTHOTO IPEHATAIBLHOTO KapHo-
TUIMPOBaHM He mpesbimaet 99 % (2, 18].

B Hacrosmiee BpeMs Ui XPOMOCOMHOTO aHAaJIH-
3a aAanTHPOBAHBl METOBI MOJICKYIAPHOIN TeHETHKH,
paHee nperHa3HaYaBLIMECs UCKIIOYNTENBHO AJIS pa-
00TsI ¢ m3onupoBanHoit JJHK.

K MmeTtomam MOJNEKyISPHOTO KapHOTHIIMPOBAHMUS
MOYKHO OTHECTH Pa3JIUYHbIC BAPHAHTHI HEU30TOITHON
rudpuauzauny in situ (FISH) ¢ xpomocom- u jtokyc-
cneruduunabivu JJHK-30H1aM1, METOBI CIIEKTpaITB-
Horo kapuotunupoBanusi (SKY) u cpaBHMTENbHON
renoMHoi rudpuamzaunn (CGH, array-CGH), pec-
TPUKLUMU U HUK-TPAHCISIIMU in situ u apyrue. c-
MOJIb30BAaHUE HTHX METOAOB IO3BOJISICT MPOBOJUTH
KakK OOILIMH, TaK U CEIEKTUBHBIN aHAJIN3 KapHOTHIIA
Y MHIMBUAYAIBHBIX XPOMOCOM, HACHTU(HUINPOBATH
YHUCJICHHBIE U CTPYKTYpHBIC aHOMaJIMH, OHU He3a-
MEHHMMBI JUISI JTHaCHOCTUKH MHKPOXPOMOCOMHBIX
MEPECTPOCK M YCTAHOBJICHUS MPUPOIBI MapKEPHBIX
xpomocoMm. [loapoOHO ¢ MeTomamMu MOJIEKYIISPHOTO
KapUOTUIIMPOBAHUSI MOKHO O3HAKOMHUTBCS B CEPHUU
pabot mpod. H. b. PyOrioBa u ero corpynHUKOB u3
HUMW uuronoruu u reneruxku CO PAH [21, 22] u 3a-
pyOexxHBIX aBTOpOB [40].

s cHWKEHMS TPYIOEMKOCTH KapHOTHUIIMPOBA-
HUS, a TaKXKe JJS aHaIn3a U OObEKTHBM3ALUHU pe-
3yJBTATOB, MOJIYYEHHBIX C IOMOIIBI0 METOAOB MO-
JIEKyJISIPHON IUTOT€HETHKH, pa3paboTaHbl aBTOMATH-
YECKHE CUCTEMBbI aHAJIN3a N300PaskeHNUH C COOTBETCT-
BYIOLIMM HPOTrPaMMHBIM 00CCIICUCHUEM.

Takum 00pa3zom, COBpeMEHHask LIUTOreHETHKA pac-
HoJIaraeT LIMPOKUM CHEKTPOM METOAMYECKUX MOAXO0-
JIOB K aHAJIM3Yy CTPYKTYPBI U (QYHKIIMH XPOMOCOM.

KpaTkui 3KCcKypcC B UCTOPUIO LLUTOreHEeTUKMN
Cronb OypHBIM IIPOrPEccOM LUTOTCHETHKA dYe-
JoBeKa 00s13aHa B MEPBYIO oyepesb LUTOTCHETHKAM
H. J. Tjio u A. Levan, xotopsie B 1956 roxy, anpo-
Oupyst METOABI KYJIBTUBUPOBAHUS TKAHEH MIICKOIIH-
TAIOMIMX, OOHAPYXWIH, YTO HOPMAaJbHBIN KapHO-
TUT YelloBeka B (uOpoOIacTax JErkoro OT Tpex
MEIUIMHCKUX ab0pPTYyCOB COIEPKHUT 46 XPOMOCOM.
IToaTBepxkaeHue 3Toro akra B KJIETKaX CIIEPMaro-
TeHHOTO psAna aHrmickumu rutonoramu C. E. Ford
u J. L. Hamerton cTuMynupoBano pa3BUTHE KJIWHU-
YECKOM LUTOTeHETHKH. B KauecTBe marepumana [uis
NEPBBIX MHCCIICAOBAHUN KapHOTHIIA Y MALEHTOB
¢ cunapomamu Jlayna, Illepemesckoro—TepHepa,
Knaiingenprepa OBUIM HCHONB30BaHbl  KyJIBTYpHI
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(hnbpoOmacToB KOkM 1 KocTHOTO Mo3ra. [locrne pas-
pabotku B 1960 rony P. S. Moorhead u coaBropamu
METOJIUKH [IPUTOTOBIICHHUS PETIAPATOB XPOMOCOM U3
OI'A-cTUMYTHPOBAHHBIX TUMQOIUTOB KPOBU, METOJT
CTaJl OCHOBHBIM JJISl aHaJIM3a XPOMOCOM YeJIOBEKa
B IIOCTHATaJIbHOM OHTOreHese. B nHauane 1970-x ro-
JIOB CYLICCTBEHHBIH BKJIAJ] B PA3BUTHE IUTOTCHETUKU
YeJI0BeKa BHECIH MeToabl AuddepeHIranbHoi OK-
packu, MO3BOJMBLIME HWACHTU(PHULUPOBATH KAXKIYIO
XpPOMOCOMY B HOPMAaJIbHOM KapHOTHIIC U BBISABISTDH
CTPYKTYpHbIE HepecTpoiiku xpomocoM. Iloxgpobuee
C HMCTOPUYECKHMMH BEXaMM LUTOTCHETHUKH YEJIOBE-
Ka MOXKHO O3HAKOMUTBLCS B KHUTax [16, 23, 34, 37].
[locnennue nBa necATUICTUS O3HAMCHOBAHbI BHE-
PEHHEM METOIO0B MOJEKYISPHOH T'€HETHKH U KOM-
MBIOTEPHBIX TEXHOJIOTHH.

WzyueHne XxpoMocoM y 3MOPHOHOB U IUIOJOB Ye-
JIOBEKA, MPE/ICTABIISIONIEE 0COObI HHTEPEC ¢ TOUKH
3peHHs] LUTOTCHETHKHM Pa3BUTHs, (OPMHUPOBAIOCH
B TpeX HANpaBJICHUSX: aHAIN3 MaTepuaya CIIOHTaH-
HBIX a0OpTOB, MpeHATalbHAs TUATHOCTHKA XPOMO-
COMHBIX OONIe3HEH B pa3Hble CPOKU OCpEeMEHHOCTU
U JOMMIUIAHTAllMOHHAS JAWAarHOCTUKA TEHOMHBIX
U XpPOMOCOMHBIX MYTallMi. AKLEHTHPYsS] BHUMaHHE
Ha METOAOJIOTHYECKUX aCIEKTaX, KPaTko paccMOT-
PUM OCHOBHBIE JOCTIKEHUS U ITPOOIEMBI B 3TUX 00-
JIACTSX UCCIICJOBAHHM.

UccnepoBaHme CNOHTaHHbIX aGopToB

60—70-¢ rogpl XX BeKa O3HAMEHOBAaHBI KpPYII-
HOMAcIITaOHBIMM ~ HCCJICJOBAHUSIMU  CIIOHTAHHBIX
abopTycoOB 4eJOBEKa, B PE3yJabTaTe KOTOPHIX ObLI
YCT@QHOBJICH BECOMBII BKJIaJ aHOMAaJIMH KapuOTHIA
B PENPOAYKTHBHBIE IOTEPH, OCOOCHHO B paHHHUE CPO-
ku 6epemenHocTH. [latomopdonornueckomy u muro-
TEHETHYECKOMY aHaJIM3y ObUTH HOABEPTHYTHI THICSYN
SMOPHOHOB U 3apOJBILIEBBIX 0000ueK, ¥ ~70 % u3
KOTOPBIX OBLIX BBISIBIICHBI XPOMOCOMHBIE HJTH TEHOM-
HbIe MyTaluH. bbl1o mokasaHo, YTO XPOMOCOMHBIN
nucOallaHe TPUBOIUT K PA3IMYHBIM 0 XapakTepy
U BBIPAXEHHOCTH M3MEHeHusM (Onacto-, smMOpHo-
u (eTonarusiM), KOTOphIE MPOSIBISIOTCS Ha KIETOY-
HOM, TKAHEBOM M OpraHU3MEHHOM ypoBHsX [10]. Ot
HCCIIEIOBAHUS ChITPAIM BaXKHYIO POJIb B TIOHUMaHUN
cneun(pUUHOCTH U HECTICHU(PUIHOCTH TIOPOKOB Pa3-
BUTHSI, B (JOPMUPOBAHUH IIPEACTABICHUN O KIETOY-
HOM CHHJIPOME KaK NaToMOp(oJOrMYecKOi OCHOBE
XpOMOCOMHBIX Oosesneit [5, 10, 11]. OOnapyxe-
HUE MO3aUYHBIX aHEYIIOWAMN B KYJIbTYpax KIIECTOK
IUTOTHBIX 000JI0UEK CIIOHTaHHBIX a0OPTYyCOB MO3BO-
JIUJIO BBICKA3aTh MPEAIONIOKEHNE O CYIIECTBOBAHUH
OTPAaHUYCHHOIO IUIALIGHTAPHOrO Mo3auuusma [54],
KOTOpOE K HACTOSILEMY BPEMEHH J0Ka3aHO MHOTO-
YUCJIEHHbIMU pe3ynbraTtamu [1/1.

BwMmecte ¢ TeMm, uccienoBaHus CIIOHTAHHBIX abop-
TOB TOKa3ajJd OTrpPaHUYCHHBIC BO3MOXKHOCTU Tpaju-

IIMOHHOTO LIMTOTEHETHYECKOTO aHaIn3a, 00yCIIOBJICH-
HbIC TPYAHOCTSIMU KYJABTHBUPOBAaHHS KJIECTOK M3 TKa-
Hell aboprycoB, moaseprimxcs ayronusy [10], wmm
OTCYTCTBHEM CIIOHTAQHHBIX MHTO30B B LHUTOTPO(O-
Onacre (coOcTBeHHBIe HaOmOneHMs). [lomyueHne nH-
(hopManyu 0 KaprHOTHUIIE 3aPOABILIA IAXKE B KyJIBTYpax
KJIETOK C OYCHb HU3KOH Nponn(epaTHBHON aKTHBHO-
CTBIO CTAJI0 BOBMOXKHBIM TOJIBKO IIPU MCIIONB30BaHUN
COBPEMEHHBIX BBICOKOTEXHOJIIOTHYHBIX METOHOB —
FISH ¢ paznuunsivu JIHK-npobamu u CGH [12, 17,
22, 40]. OTu uccrenoBaHUs MO3BOJWIA YTOYHUTH
CIEKTP YHMCJICHHBIX XPOMOCOMHBIX aHOMAJMH WU BbI-
SIBUTh CTPYKTYypHbIE NEPECTPOMKH XPOMOCOM, HE 3a-
PErHCTPUPOBAHHBIC TPAJULIMOHHBIMU METOAAMH.
LluroreneTnuecKuii aHajau3 MOCTa0OPTHOTO Ma-
Tepuasa aKTyaJieH U B Hactosuee Bpems. C mpakTu-
YECKOM TOUKH 3PEHHUS OH CITYXKHT LEJISIM TUarHOCTH-
KA TpU HEpa3BUBAIOLICHCS OEPEMEHHOCTH U yCTa-
HOBJICHUS IPUYMH HeBbIHAIMBaHuUA [24]. C npyroi
CTOPOHBI, MPOAOHKEHHE KOMIUIEKCHBIX HCCIIEI0Ba-
HUU 5MOpPHOHOB W IUIOAHBIX 00O0JIOYEK CIOCOOCT-
BYeT HAKOIUICHHIO CBEICHMH O (EHOTHIHMYECKUX
MPOSIBIICHUSAX XPOMOCOMHOTO jaucOamanca [7, 14]
U SIBJISIETCS] ICTOYHUKOM YHUKAIBbHOW HH(OPMALIH O
(hyHKIHSIX XpOMOCOM B 3MOpuroreHese [2].

HPEHaTaﬂbHaﬂ ANArHOCTUKa XPOMOCOMHDbIX
GonesHen

B 3aBucuMocCTH OT cpoka OepeMEeHHOCTH MaTepHa-
JIOM U1l XPOMOCOMHOTO aHAJIN3a MOTYT CIIyXKHTb XO-
PHOH U IUIALCHTA, KIETKH aMHUOTHYECKON JKUJIKOCTH
U TUM(OLUTHI MTyNOBUHHONW KPOBH IUIOAA, ITOTYYCH-
HBIE COOTBETCTBYIOLIMMH MHBA3UBHBIMH CIIOCOOAMH.
Kapuorunupoanue miozna TpedyeT NpUMEHEHHUSI KOM-
TUIEKCAa METO/IOB, KOTOPBI BKIIIOYAET pa3HOOOpa3HbIe
CIOCOOBI IPUTOTOBIICHNUS M OKPALLMBAHMUS IIPETIapaToB
XPOMOCOM, KaK/AbIi M3 KOTOPBIX UMEET CBOU NIPEUMY-
mecTBa U Hepoctarku. 11onpoOHO OHM paccMOTpEHBI
HaMu B MoHorpadusix [2, 18]. OTMeTnm KpaTko Hau-
Oornee cyIiecTBEHHbIE MOMEHTBI, CBSI3aHHBIC C Pa3BH-
THEM METOOB MPEHATAJIBHOIO KAPHOTHIIMPOBAHMS
1 0COOCHHOCTSAMH HMCCIICIOBAHMSI MaTepHaia pa3ind-
HOT'0 SMOPHOHAIBHOTO POUCXOXKICHHUSI.

IlepBble TONBITKH MPHKXU3HEHHOTO aHAJIN3a Ka-
PHOTHIIA TJIOZA 1O KJIETKAaM aMHHOTHYECKOM KH[-
KOCTH U BOPCHHYATOTO XOPHOHA OBUTH MPEATPUHSTHI
JUIsL OTIPE/IeNICHUsI TI0JIa 1071 10 TTOJIOBOMY XpoMa-
Tuny [43]. OaHaKo 3TOT NOAXOJ, MPEAOCTABIISIOIINIA
3a4acTyl0 HEOJHO3HAUYHYI0 MH(OPMALIIO O CHUCTEME
MOJIOBBIX XPOMOCOM B HEKYJIBTHMBHPOBAHHBIX KIIET-
Kax, HE MOJIYy4rJ MPU3HAHMS, @ MAacCOBasi CEJICKIUs
SMOpHOHOB JKeHCKoro moya B Kurae [31] mpusena
BO3 k orpannueHuio peKOMEeHJalui 10 IpeHaTalb-
HOMY ONPEAEICHHUIO MMojia Iuiofa X-CUETICHHBIMU
OoJIe3HSIMH, HE AOCTYHNHBIMH [UIS MOJEKYISIPHON
JrarHoctuku [47].
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B cepenmnre 1960-x To10B OBLTIO OOHAPYIKEHO, YTO
4acTh KJICTOK aMHHOTUYECKON YKUAIKOCTH, HMEIOIIIHX
SMOpHOHATIFHOE TPOUCXOK/ICHUE, CIIOCOOHA K IIPO-
mudepanuu U 00pa30BaHUIO KOJOHHK B YCIIOBHSX
in vitro [51]. KomudecTBa XHU3HECITOCOOHBIX KIIECTOK
B 20-50 mut (1015 % o0riero 00beMa) OKOJIOTIIOAHBIX
BOJI OKa3aJIOCh BIIOJIHE JIOCTATOYHBIM ISl YCIEITHO-
ro KyJIbTUBUpPOBaHUsA. AMHUOLEHTE3 B 15—17 Henenb
OepeMeHHOCTH, Onarofapsi CBOEW OTHOCHTEIBHOU
0e30macHOCTH, 3aBOEBaJ TIEPBEHCTBO CPEIA METOJIOB
MTOJYYEHUs TUIOJHOTO MarepHaia ¢ LEeNbI0 KapHOTH-
MMMPOBaHUS TUI0/a 32 pyOexoM. C MOBBIIIEHHEM pas-
pelaroIiei CrtoCOOHOCTH YIIBTPa3ByKOBBIX aIlliapaToB
MTOSIBUJIMCH BOBMOYKHOCTH TTPOBEICHUS] aMHHOIICHTE3a
B 9-14 Henens 6epemeHHocTH [ 3, 35]. HeOomnbioit 00-
i 00beM OKOJIOTUIOHBIX BOJI M MaJIOYHCIEHHOCTb
JKU3HECTIOCOOHBIX KIETOK aMHHUOTHYECKOH KHUIKOCTH
B | TpumecTpe ctuMynmpoBanm pazpaboTKy MeTona
AMHHO(DHIIBTPALINH, TIPU KOTOPOM >KHIKOCTh BO3Bpa-
[Iaf0T B aMHAOTHYECKYFO TTOJIOCTh TIOCIIE W3BICUEHUS
KJIeTOK 13 oOpasua [32]. OnHako HEeBBICOKas Pe3yiib-
TaTUBHOCTH IIUTOTEHETUYECKOW IMarHOCTUKU W OTHO-
CUTEJIBHO BBICOKHI PHCK HETaTHBHBIX TTOCIIEICTBHMA
paHHEr0 aMHHOIIEHTE3a OTPAaHIMYMBAIOT BO3MOKHOCTH
MIPUMEHEHUS 3THX TTOIXO0B.

Jis cTaHmapTHOTO KYJNBTUBUPOBAHHS aMHHOIU-
ToB TpeOyercs 2—3 Henmenu (MaKCHMaJbHBIH CPOK
aHammza 21 nens) [15]. [IpumeHeHne criennaibHBIX
MUTATEeIHHBIX CPEJl HECKOILKO COKpAIaeT JITUTEIb-
HOCTh KYJIBTHBUpPOBaHHS. [IpHHIMIIUANBHO HOBBII
METOJI, OCHOBaHHBIH Ha MHKPOMaHUMYISIIMOHHOMN
M30JIAIMN €TUHIUYHBIX MeTada3HbIX KIETOK U3 Tep-
BUYHBIX U IEPEBUBAEMBIX KyAbTYp [4, 48], mo3BosseT
COKPATHTB TEPUO KYITFTUBUPOBAHHUS 10 HECKOJIBKUX
JTHEH M, 9YTO OCOOCHHO CYIIIECTBEHHO, CHU3UTh PHCK
JUArHOCTHYECKUX OIMMOOK, OOYCIIOBIEHHBIX KaK
MO3auIM3MOM, TaK M KOHTaMUHaIwmen oopasma. Ox-
HAaKO, 3TOT MPOTPECCUBHBIN METOJ| HE HaIlleN IpaK-
TUYECKOTO NPUMEHEHUs, TaK KaK TpeOyeT HaIudus
CHEIMATFHOTO O0OPY/IOBAaHHS U HABBIKOB.

C 1enpr0 COKpalleHHus BPEMEHH, HEOOXOIMMOTO
JUI aHaJM3a, BO3MOYKHO HCIIOJNB30BAHUE HEKYIBTH-
BHPOBAHHBIX AMHUOLIUTOB ¢ MoMoIbio merona FISH.
OTOT NPOAYKTUBHBIM METOJ, MO3BOJSIIOIIMK 3a 1-2
JIHSI TIONyYUTh WH(OPMAIMIO O KONHWIHOCTH OTJIe-
JBHBIX JIOKYCOB XPOMOCOM B HHTEP(A3HOM SAPE, I~
poxo ucrionb3oBaics B 1990-e rossr 3a pyOeskom st
JKCTIPECC-AMAarHOCTUKNA HanOoliee pPacrpoCTpaHeH-
HbIX aHeymonnui [49]. Cnenyer oTMETUTh, OJJHAKO,
YTO MOTy4eHHAs C TOMOIIIBIO 3TOTO MeTo/1a HHpOpMa-
LSl SIBIISIETCS. OPUEHTHPOBOYHON W HEO(PHIIMAITEHOM.
Jnis hopMyITMpPOBKH 3aKITFOYEHUS] O KapUOTHUIIE III0-
Jia TpeOOBAIMCh PE3yNBTaThl TPAIUIIMOHHOTO KapHo-
TUTNAPOBAHMS IO KYIETHBUPOBAHHBIM aMHHUOITUTAM.
B Hamieit npakTHke rnpernaparsl HEKYJIETUBUPOBAHHBIX
AMHHOIIUTOB HCIIONB3YIOTCS C LENBIO TIOyUeHHUS Jie-

TaJbHOW WHPOPMAIMH O KAPHOTHUIIE TII0Ia METOJIOM
FISH npu Bepudukauuu rereporuioniuy, ycTaHOB-
JICHHOM 110 KJIETKaM JPYTOro MPOUCXOKACHUS (XOpu-
OH/TUTAIeHTa, TMM(OIMTHI TyTTOBUHHON KPOBH).
Hcnonp3oBaHWe aMHUOLUTOB ISl JUATHOCTHUKH
XPOMOCOMHBIX OONle3HEl B Halllel cTpaHe, B OTIIHU-
yhe 0T 3apyOeXHBIX IIEHTPOB, HE TOJIB3YETCs IOIy-
TSIPHOCTHI0. OCHOBHBIM (PAKTOPOM, CAECPKHBAIOIIIUM
BHEJ[peHUe aMHHUOIIeHTe3a B Poccum, siBisiercs ot-
cyTcTBUE (PMHAHCUPOBAHUS TSI 3aKYTIKH JJOPOTOCTOS -
mero 0o0Opy/IOBaHMS M PACXOIHBIX MAaTEPHAJIOB IS
KyJBTUBAPOBaHUS KJIETOK aMHHUOTHYECKOH JKUIKOC-
Th. ClieyeT OTMETHTh TaKXkKe, YTO COTIIACHO MEXKIY-
HapOAHBIM cTaHaapTam [15] pe3yabTaTuBHOCTH aHa-
JU3a 10 aMHUOIIMTaM, CBS3aHHAs C TEXHUYECKUMHU
U KyJIBTypaJIbHBIMU HEyJa4aMu, He MpeBbIacT 98 %.
[lepBble MAaHUMYIIALINY 110 TIOTYYSHHIO 00pa3IoB
XOpPHOHA, KOTOPBIE OCYIIECTBISUIMCH TPAHCIIEPBU-
KaJbHO C HCIIOJIB30BAHUEM OWOIICHIHBIX IIUIIIOB
[3, 20] nnu xarerepa [33], CONMPOBOKAAIUCH OCTIOXK-
HEHUSMH, 4TO CICPKUBAIO WX BHeApeHue. OaHuM
13 BEAYIIMX METOJIOB MOyUYeHHs 00pa3IioB XOpHOHA
W TUTAIEHTHl CTalla TpaHCAOJOMWHAbHAS achupa-
UOHHas Oworicus [26], WMeromas HECOMHEHHBIC
npeuMyinecTsa (MUHHMAIbHBIA TEPEYeHb IPOTH-
BOTIOKA3aHUW ISl MAaHUMYISIUU W HHU3Kas 4acToTa
MOCIICOTIePAIIMOHHBIX OCIIOKHEHUH, BEICOKAs AP eK-
TUBHOCTb NIOJTYYCHHS MaTepraja U BOBMOXKHOCTH HC-
MOJIb30BAHUS B JTFOO0I CPOK OEpeMEeHHOCTH).
BHenpeHuto XOpHOHOHMOIICHU  CITOCOOCTBOBAIIO
TaKK€ yCOBEPIICHCTBOBAHUE ITUTOTEHETHYECKHUX
METO/IOB, B TIEPBYIO OUYEpPEllb, «IIPSMBIX» METOOB
MIPUTOTOBJICHHS TIPEnapaToB U3 00pa3IoB XOPHOHA.
BriepBeie mpemaparbl W3 BOPCHHYATOTO XOPHOHA,
conepxaimue MeradasHble TUTACTUHKH YIOBJIETBO-
PUTEIHHOTO KadecTBa 0€3 WCIOJIh30BAHUS KYIBTY-
pBI KJIETOK, OBUTM TMOJy4YeHBI T'PYMNITION MUIAHCKHUX
uccienosareneit [50]. B mocnenyromue roasr ObuH
MIPEUIOKEHBl Pa3IIUYHbIe MOAM(HUKAINNA, KOTOpHIE
3aTparvBaloT BCe dTarbl 00pabOTKH BOPCHH M CIIO-
coObl HaHeceHus o0pasiia Ha mpemnapar. OJHaKo TH-
MTUYHBIME HEJIOCTAaTKaAMH TIPSIMOTO METO/A OCTAIOTCS
HU3KOE KOJIMYECTBO U Ka4eCTBO MeTa(a3HbIX IuIac-
THHOK W Majas MPHUTOAHOCTh XPOMOCOM ISl CTaH-
JmapTHOW MuddepeHIInanbHON OKpAaCKd KpacUTeleM
I'mmza. 1o criokuBIIMMCS TPaIUITUSM Bpadr-IIUTOTe-
HETHKHU BO BCEM MHUPE MPEAMOYUTAIOT OKpAITUBaHIE
xpomocoMm KkpacuterneM ['mmza. JlroMHHECIIEHTHBIE
MeTO/BI (OKpacka akKpUXWHOM) HUCIIOIB3YIOTCS JIUIIIh
B OTJIETBHBIX IEHTPAaX, BO3MIABISEMBIX aBTOPHUTET-
HBIMH crienuanucramu B oomactu I1J], — A. Boue
(dactabii mentp, [lapmx) m M. Mikkelsen (UHc-
tutyT Kennenn, Komenraren) (coOcTBeHHBIE Ha-
omonenus). Kak mokaspiBaeT Hall OMBIT, HCIIOINb-
30BaHUE HYKJICOTH]I-CIENU(DUIHBIX (HIIyOPOXPOMOB
B COYETAaHWH C KOHTPACTHUPYIOIIMMH areHTaMu He
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TOJIBKO CYIIECTBEHHO IIOBBIIIACT Pa3pELIAIONIYI0
CHOCOOHOCTh U 3P (PEKTUBHOCTH IUTOICHETUIECKOTO
aHaji3a, HO M IO3BOJISIET MOJYy4aTh CTAOMJIBHYIO U
BOCTIPOU3BOINMYI0 AU((EpEeHINATBHYI0 OKpPacKy
XpOMOCOM Ha «IPSAMBIX» Mpernaparax, 4ro HMeEeT
npuHIUNUanbHoe 3HayeHue s [1J[. PaspaGoran-
HbIC HAMH METOABI MPHUIOTOBICHUS NpPEnapaTroB U3
uutoTpodolacTa MO3BOJSIOT HPOBECTH Tpalu-
LUOHHBI aHaNIW3 OKpAIICHHBIX (IyOpOXpOMOM
Hoechst 33258 xpoMocoM u mpu HEOOXOAMMOCTH
BBIJIATh 3aKJII0OYCHUE O KAPHOTHUIIC B JCHB IOJIyYe-
HUsl Marepuaja. YCKOPEHHBIH MpsMOM MeToj MpH-
TOTOBJICHUS TPENapaToB M3 XOPUOHA M IUIAICHTHI
[1] ucnons3yercst B HaIIeM LEHTPE KaK OCHOBHOM
B cpoku 9,5-19 Henens OepemeHHOCTH. B coueranumn
¢ myopecieHTHRIMU MeTofaMu A epeHITnaTbLHOI
OKpacKu XpOMOCOM €ro pe3yJabTaTuBHOCTH Ha 7809
oOpasnax gocturia 99,8 %, 4To MpeBhIIAET MEXKTY-
HapOJHbIE CTAHAAPTHI TEXHUYECKUX HEyJdad LUTOre-
HETHYEeCKOro aHam3a xopruona (98,5 %) [15].
OnHUM M3 HEAOCTaTKOB KAPHOTHUIIUPOBAHUS IO
KJIETKaM TUTOTpo(oOIacTa sIBIsETCs OTHOCUTEIIBHO
BBICOKHI PUCK AUArHOCTUYECKHUX OIIUOOK, 00yCIIOB-
JICHHBIX XPOMOCOMHBIM MO3aHIIM3MOM, OTPaHUYCH-
HBIM TUTanieHTod. CyMMapHasi 4yacToTa BO3MOXHBIX
TUIOB IUIAIGHTAPHOTO MO3aMLM3Ma COCTaBJISIET
2 % oT Bcex HpPOrpecCcUpyrolX OepeMeHHOCTEH
[39]. CuuTaercs, 4TO MPOrHOCTHUYECKAS] 3HAYUMOCTD
PE3yJIbTaTOB KapHUOTHIIMPOBAHUS TPH MCIOIb30Ba-
HUM B KauecTBE Marepuajia KJIETOK JIIOOBIX IUIOA-
HBIX 000JI0YEK, YUHUTHIBASI BHE3APO/BIIIEBOE MPOUC-
XOX/ICHHE XOpHOHA U PaHHIOI IU(QepeHINpPOBKY
aMHHOHA, OKa3bIBAaCTCS CHM)KEHHOH MO CPaBHEHUIO
C aHAJIM30M JIMM(OLUTOB ITyTIOBUHHOW KPOBH IIJIOAA,
HMMEIOIUX UCKIIIOYNTEIbHO 3MOPHOHAIIBHOE TPOKC-
xoxenue. [1o3TomMy Asst XpOMOCOMHOIO aHaIn3a o
KJIETKaM XOPHOHA WJIM IUTALIEHTHI B HACTOAIIEE BPeMs
PEKOMEHIOBAHO HCIIOIBb30BAHUE JBYX METOIOB IOJY-
YEHUsI XPOMOCOMHBIX MPENapaToB — «IIPSIMOTO», OC-
HOBaHHOTO Ha (PUKCALMM CIIOHTAHHO JEJISIINXCS KIle-
TOK IUTOTPO(OOIACTA, U JUIUTEINBHOTO KYJIETUBHPOBA-
HUS KJIETOK ME3EHXUMAaJIbHOU CTpoMbl BopcuH [30].
Crienyer OTMETHTB, OJHAKO, YTO KYJBTYPbI KIETOK
XOpHOHA XapaKTEePU3YIOTCSl TEMHU e HEAOCTaTKaMH,
YTO U KYJIBTYPbl aMHAOLUTOB (AJTUTEIBHOCTD, KyJb-
TypaJibHbIE HEYIauH, PUCK OIIHMOOK BCIICICTBUE KOHT-
aMHMHAIMK 00pa3lia MAaTePUHCKUMU KJIETKaMH, TICEB-
noMo3aunu3M u nip.) [15]. [Ipobnemsl i anropuT™bl
JUAarHOCTHKH IUIALICHTAPHOTO MO3aulK3Ma JeTajlb-
HO paccMOTpeHbI HaMH paHee [2, 9, 18]. Cenenus
0 YacTOTE M CHEKTPE XPOMOCOMHBIX aHOMAJUH, MO-
nmydeHHble Hamu TodTH Ha 8000 oOpasoB XoproHa
1 IUTALCHTBI, TOKa3bIBAIOT, YTO AUATHOCTUYECKAsl LICH-
HOCTb KapUOTUIIMPOBAHMS C UCIIOJIB30BAHUEM TOJIBKO
«TIPSIMBIX) TPETapaToB BIIOJIHE COMOCTABUMA C TAKO-
BO, 3apEruCTPUPOBAHHON B COOTBETCTBYIOILUE CPO-

K1 OEpEMEHHOCTH B 3apyOEKHBIX LIEHTPaX MO Kyib-
TypaM aMHHUOLIUTOB U KJIETOK XopuoHa [&, 19, 45].
[Ipu sTOM wHacToTa IUIALEHTAPHOTO MO3aWLU3Ma,
YCTaHOBJICHHAs IpU BepU(HUKALUN JUArHO3a MO M-
OpHOHAJIBHBIM KJIETKaM II0Cie MpepbIBaHUA Oepe-
MEHHOCTH M 1O JUMQOUUTAM IUIOAA, TOIYyYECHHBIM
MpH KoproueHTese, cocraBuia 1 % [8, 45].

Jns xapuotunupoBaHusi 1mo JuMmdounuTaM mNpu-
MEHSIOT CTAaHIAPTHYI0O METOIUKY CTHMYJIMPOBAHMS
KJIETOK K JEJICHHIO C TIOMOIbIO MUTOI'€HOB, Hanbomee
pacnpocTpaHEHHBIM U3 KOTOPBIX SIBJSIETCSI pUTOreMar-
oirotuHUH (PIA). TlpoGiema ncciienoBanust KpOoBU
iona B pamkax I1J] Obia npakTuuecku pemieHa oma-
rofapsi pa3padoTKe METOMK IMyHKIUH MYTOBUHBI O]
YABTPA3BYKOBBIM KOHTpOJIEM, HaunHas ¢ 18—19-i1 He-
nenu oepemenHoctH [ 13, 28]. YenenrtHoCTh IUTOTeHE-
THUYECKON INarHOCTHKH 110 TUM(POLUTAM ITyTOBUHHON
KpoBU B Hameil pabore (1604 oOpasma) coctaBmia
99,9 %, 4TO MpeBBIIAET MEXITYHAPOIHBIE CTaHIap-
ThI 17151 ieprdeprueckoil KpoBH (5 % TEXHUUECKHUX U
5 % KynbTypaibHbIX Heynad) [15]. Enunnunsle cirydan
KYJIBTYpaJIbHBIX HEyAad ObUTH OOYCIIOBIICHBI T€MOJIH-
30M SPUTPOLUTOB B 00pa3Liax, MOTyYeHHbIX OT IUIOI0B
C TSDKeINoH (POpMOit TEeMOTMTHYECKOM OOJIe3HH.

TakumM 06pa3oM, KapUOTUIIMPOBAHHUE TIJI0Ja HA pa3-
JIMYHBIX CTaJIUAX BHYTPUYTPOOHOTO Pa3BUTHS TPeOyeT
NPUMEHEHHUS KOMITJIEKCa METOJIOB, KOTOPBIM BKIIIOYAET
Pa3HOOOpa3Hble CHOCOOBI MPUTOTOBJICHUSI U OKPAIIU-
BaHUsI MPENaparoB XPOMOCOM, KaXIbIM M3 KOTOPBIX
MMEeT CBOM NpeuMyllecTBa M Hexoctatku. Cremyer
MOTUYEPKHYTh, YTO 3(PEKTUBHOCT AUArHOCTHKHU 3aBH-
CHUT OT KadecTBa M KOJMYECTBA IUIOJHOIO Marepuasa,
a ee TOYHOCTb OMPEIeIAeTCs] pa3peLiaromell crnocoo-
HOCTBIO METOJIOB aHaJIN3a, BEIOOP KOTOPBIX JUKTYETCS
nokazanusmu K [1J] u cpokom GepemenHoctr. Ilepen
NPOBEJCHUEM HHBA3MBHOIO BMEIIATENIBCTBA HEOOXO-
MO OLICHHUTH aJIEKBaTHOCTH ITOTy4aeMOrO IIJIOAHOIO
Marepuaia KOHKPETHBIM LIEJSIM UCCIIeJOBAHMSI.

B nocnennue ronsl paspaboraHa U yke MIMPOKO
NPUMEHSIETCS 32 PyOeKOM MOJIEKYIISIPHAs JUarHOCTH-
Ka HanboJee 4acThIX aHEYIUIOWAUH, TaKMX KaK TPH-
comus 21 (cunapom [layna), Tpucomus 13 (cuna-pom
[laray), Tpucomust 18 (cunapom DaBapica), MOHOCO-
mus X (cuagpom lllepermeBckoro—TepHepa), npyrue
HapyIICHHsl YMClia TIOJIOBBIX XpoMocoM. Ha momio
3THUX aHeyIutonauii mpuxoautcs: 6onee 90 % anoma-
UK KapHOTHUIIA, COBMECTUMBIX C >KHBOPOXKICHHUEM
Y IPUBOJISIILIUX K XPOMOCOMHBIM 00s1e3HsIM. [IpuHimmn
MeToma (QuyopecueHTHOW koimdectBeHHOU [II[P
(Quantitative Fluorescent PCR — QF-PCR) 3axitoua-
eTcs B OJHOBPEMEHHOM aMIUTU(UKAIIMK HEOOJIBIINX
noumopdHbIX pparmentoB JIHK, pacmomoxeHHBIX
Ha KaKA0M U3 XxpoMocoM. biaropapst ncross30BaHNIO
B peakin [P cnenmanbHbIX (IyopoXpOoMOB, KaxK-
JbI 13 IPOAYKTOB aMIUTH(UKALNH JIETKO TUCKPHUMH-
HHUPYETCSl, a IPUMEHEHHUE CIICLMAIBHOTO CKaHEPa 1103~
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BOJISIET TOYHO OTIPEACIIUTD A03Y aMIUTU(ULUPOBAHHON
JHK kaxmoro (parMeHTa OTAENBHOW XPOMOCOMBI.
Hanmawme TpoiiHOM 10361 KAKOTO-THOO (hparMeHTa J0-
Ka3bIBa€T TPUCOMHIO COOTBETCTBYIOLIEH XPOMOCOMBI,
JTIBOWHOM 710361 — HOPMAJIbHBIN JHUIIOUIHBIA HAOODP,
a OAMHApPHOW — MoOHOcoMHIO. bbicTpora anHamm3za
(24-27 gacoB), a3¢hhekTHBHOCTD, HocTHTarOmas 98 %,
MIPAKTUYECKOE OTCYTCTBHUE JIOKHOIIOJIOKHUTEIBHBIX
WIN JIOKHOOTPULATENIbHBIX PE3YJIbTaTOB, OTPOMHAs
MIPOITYyCKHAasl CHOCOOHOCTh (OAHOBPEMEHHOE CKaHH-
posanme 300-3000 ob6pasnos [IHK u3 amHHONNTOB,
XOpPHOHA WJIM TIJIALCHTBI) OTKPBIBAIOT OOJBIINE Tep-
CIIEKTHBBI HEepe]] TUM METOAOM, YK€ MOJYyYHBIINM
Ha3BaHHUE «TECT OBICTPOTO CKPUHUHTA AaHEYTUIOUINN
[52]. BaxHO MOAYEPKHYTb, YTO 3TOT KCIPECC-TECT,
IO3BOJISIFOLMIN BBISIBIISITH MOJNHBIE U MO3aUuHbIe (HOp-
MBI KOHKPETHBIX aHEYIUIOUANI, OTHOCUTCS K Pa3psay
METOJIOB CEJICKTHBHOIO aHalIM3a WHAWBUIYAJIbHBIX
XPOMOCOM U YCTYTIAeT 10 pa3pelaroiieil cocooHoc-
TH TPAJAULMOHHOMY KapHOTHIIMPOBAHHIO, KOTOPOE
npeocTaBasieT HGOPMALIUMIO O YHCIIE U CTPYKTYpe
BCEro XpOMOCOMHOI'0 Habopa.

JdonmMmnnaHTauuoHHada AnarHoCcTuka
FreHOMHbIX N XPOMOCOMHDbIX MyTaLl,VIﬁ

JonMImnaHTalMoHHasi AMarHOCTHKA  IOSIBUJIACH
B 1990-x Tomax Gmaromapst ObICTPOMY Pa3BUTHIO METO-
JIOB BCIIOMOTaTENbHOM PENPOIYKIMH 1 MUKPOMETO/IOB,
MPUEMJIEMBIX JUISl aHAJIN3a [EHOMA EIMHUYHBIX KIIETOK,
TaKHUX KaK METOJbI MOJICKYJISIPHOM LIUTOTCHETHKH (pa3-
mnunble BapuanTel FISH) 1 MonekysaspHOl reHeTHKn
(BapuanTsr [I1IP). B Hacrosimee Bpemsi CIMCOK Ha-
CIICZICTBEHHBIX OOJIe3HEH, JOCTYNHBIX VIS JHarHoc-
THK{ Ha JIOUMIUIAHTALMOHHBIX CTAAMSX, BKIIOYACT HE
TOJIKO MHOTHI€ MOHOTCHHbIEC (MyKOBUCLIUJIO3, (DeHUII-
KETOHYPHIO), HO ¥ Pa3IMYHbIC XPOMOCOMHBIE OOJIE3HH.
K coxanennio, B EHTpax BCIOMOTATENBHBIX PEMPO-
IOyKTUBHBIX TexHonoruii Mocksbl, Cankr-IlerepOypra
n KpacHosipcka qUarHocTHKa 3a4acTyiOo MPOBOAUTCS
TOJIBKO C LIEJIBIO OTPE/IEIICHHUS 10JIa SMOPHOHA.

B 3aBucumocTr OT Marepuana UCCIEIOBAHMS IOMM-
IUIAHTALMOHHYIO JUarHOCTUKY MOYKHO MOJPa3IeUTh Ha
TIPEKOHIICMITMOHHYO (QHAITN3 TOJISIPHBIX TeJIelT) ¥ COOCT-
BEHHO JIOMMILTAHTAIIMOHHYTO (QHAIN3 OIaCTOMEPOB).

[IpoOnema U TOreHeTHYECKOT0 aHAIM3a OJIIPHBIX
TeJell 3aKJIYaeTcsl B HeBO3MOKHOCTH MPHUMEHEHHUS
TPaAULHOHHBIX METOJOB aHajan3a MeTagasHbIX Xpo-
MocoM. IToaromy amst 3THX Lesnedl 0OBIYHO HMCHOJb-
sytot metof FISH ¢ JIHK-30m1amu, crienupuaHbIMu
K Yy4acTKaM OTAENbHBIX XpoMocoM. B mocnenHue
roapl pa3paOoTaHbl M anpoOWpPOBAaHBl METOIbI, MPH-
TOJHbIE Ul CTAaHAAPTHOIO LUTOTCHETHYECKOIro aHa-
7132 XpOMOCOM U3 MOJSIpHBIX Tenel. [pemnoxennbie
MOAN(DHUKALIH YrKe TIO3BOJIMIIN POBECTH aHATIN3 XPO-
MOCOMHOTO Ha0opa B TOJSIPHBIX Tejblax ¢ dhdex-
TUBHOCTBIO 94,1 % [44, 53].

buonicust 1-2 GiacToMepoB OcCyIIeCTBISETCS Ha
cragun 8—10 xierok. MeToguueck aHalu3 €IuHNY-
HBIX OJIACTOMEPOB OT APOOSIINXCS 3apOIBIIIeH TPHH-
[IUIMUAITFHO HE OTIIMYACTCS OT aHajM3a TOJNSPHBIX Te-
neu, npoonutca MetonoM FISH ¢ ucnonpzoBanuem
JIHK-30H710B, crienin(hIYHBIX K TPUIIEHTPOMEPHBIM UITH
TEJIOMEPHBIM paifoHaM xpomocoMm 13, 16, 18, 21, X, Y,
Y TIO3BOJISIET TIONTYYHUTh MH(OPMAITHIO O YMCIIe MapKHU-
POBaHHBIX YYACTKOB B HCCIIEJIOBAHHBIX OllacTOMepax.
[lpy TeTepo3UroTHOM HOCHUTENBCTBE TPAHCIOKAITUH
OJTHUM U3 ponuTenel ajst auarnoctuku merogom FISH
WCTIONIB3YFOTCSl COOTBETCTBYIOIIHE IIEITEHOXPOMOCOM-
HBIE U ToKyc-cnieuduunsie JIHK-30H751.

[Ipobnema AMAarHOCTUKH YWCIIEHHBIX aHOMAJIHH
KapHOTHIIA OCIIOKHSETCS BEICOKOW 4aCTOTOM XPOMO-
COMHOTO MO3aWIIM3Ma Ha PAHHUX CTaJIUSIX IMOpHOTe-
He3a 4JelloBeKa. JJouMImaHTallMOHHAsT THArHOCTHKA
Ha 3TOW CTaJIMU MOXKET OBITh PEKOMEH/IOBaHA TOJIEKO
B TPYIINIaX BEICOKOTO PHCKA POXK/ISHHs peOeHKa C Ha-
CJIEICTBCHHOM MaTOJIOTHEH.

Boinee HagexHast JOMMILIAHTALIMOHHAS JTHATHOC-
THUKa MOXET OBITh TIPOBE/ICHA Ha CTAIUU OIaCcTOIHC-
ThI. Ha 9TO# cTaguu 3apojipIil COCTOUT TPUMEPHO 3
60-100 xnerok. Ilpm Bu3yanmsarmm Tpodobiacra
u 3MOpuobiacTa 6e3 ymepda Uit pa3BUTHS dSMOpH-
OHa MOXHO ymamutb a0 10 kieTok Tpodobmacta.
Crnemyert, 0JTHaKO, YYUTHIBATh, YTO KyJIHTHBUPOBAHHE
SMOPHUOHOB in Vitro penKo JOBOIAT JO CTaauu Onac-
TOLMCTHI, TaK KaK CIIOCOOHOCTh K MMIIJIAHTALMH Ta-
KHX SMOPHOHOB OKa3bIBAETCS CHIYKEHHOM.

Takum 00pa3om, OCHOBHOE (M 3a4acTyr0, €IWHCT-
BEHHOE) MPEHMYIIECTBO JTUATHOCTUKH JI0 UMIDIaHTa-
UM 3aKITF0YAETCsl B BOSMOYKHOCTH TPAHCIIAHTAITUH T'e-
HETHUYECKH TIOTHOIIEHHBIX YMOpHOHOB. Hemnocrarkamu
ATOTO TIOIXONA SIBIISIFOTCS METOIUYECKHE TPYTHOCTH,
CBsI3aHHBIE C HEOOXOIMMOCTHIO pabOThI ¢ MUKPOKOJIH-
YeCTBAMH MaTepHalia, OrpaHIMIECHUS THTarHOCTUKH PaM-
KaMH TIPOTPaMM BCIIOMOTaTEIbHBIX PETPOIYKTHBHBIX
TEXHOJIOTUH U OOJTINIAst BEPOSITHOCTH OIIMOOYHOM JTHa-
THOCTHKH. boree neranbHO ¢ METOAAMH, BO3MOYKHOC-
TIMU U orpaHuyeHusMu I B AOMMITIaHTAIIMOHHBIHA
MIEPHOJT MOXKHO O3HAKOMHUTBCS B COOTBETCTBYIOIINX
PYKOBOICTBaX 1 MOHOTpadusx [29, 52].

HeTpaJJ,I/ILI,I/IOHHbIe MeToAbl nojiydyeHuns
N aHalun3a niogHoro matepuara

Jlroboe xupypruueckoe BMELIATENBCTBO C Lie-
JBbIO MOJYYEHHUs IUIONHOTO Marepuana Hen3O0esKHO
COIIPSKEHO C PUCKOM OCIOXKHEHHH. Tak, ynaneHue
OracToMepoB IpH AOUMITIIAHTALIMOHHOM TUAarHOCTH-
K€ MOXKET BBI3BaTh 3aMEJICHHE TEMIIOB APOOJICHHUS
Y OCTAQHOBKY Pa3BUTHs SMOPHOHA HA PAaHHUX CTAIH-
ax. VHBa3MBHOE BMELIATENILCTBO C LIENbBIO TOJIyYe-
HUSI BOPCHHOK XOPHOHA MJIM TJIaLlEHTHI, OKOJIOIIIOA-
HBIX BOJ MJIM KPOBH U3 ITyTIOBHHBI MOXKET IIPUBECTH
K TMOENH 1710712 ¥ CIOHTAaHHOMY ITPEPBIBAaHMIO Oepe-
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MeHHOCTH. [ToaToMy pa3paboTka HeMHBAa3UBHBIX Me-
tozmoB I1/], mo3Bonsiomux n30exaTh JOOBIX OCIIOXK-
HEHMH, IPEJCTABIISIETCS BIIOJIHE ONPaBIaHHOM.

Eme B 1893 romy Obuto mokazaHo, YTO KJIETKH
TpodobiacTa 3apobliIa YeIoBeKa MOTYT MUIPUPO-
BaTh W3 IUIALICHTHl B MAaTOYHYIO BEHY, (IOTHPOBATH
B KPOBSIHOM pycJie MaTepH U JCIOHUPOBATHCS B pa3-
JMYHBIX OpTraHax MaTepHHCKOro opranusma. Croe-
THE CITyCTsI, OHU ObUIN OOHAPY>KEHBI U B LIEPBUKAIIb-
HOM KaHaJjie MaTku [25].

Jnst momydeHusl TpaHCLEPBUKAIBHBIX 00pa3LoB
B 6—15 Henmenms OepeMEHHOCTH TPEUIOKEHO HECKOJb-
KO CII0OCOOOB — COCKOOBI M CMBIBBI CO CTCHOK KaHaJia,
acnupauus LepBUKaIbHOM cinu3u [25]. B 3aBucumoctu
OT CII0Cc00a MOoTy4YeHus 00pa3iibl B OOMbIIEH WM MEHb-
ieil Mepe KOHTAMUHUPOBAHBI KJIETKAMH MaTePUHCKUX
TKaHeH, [IPU 3TOM 3MOPHUOHAJIbHBIE KIJIETKH, IPEICTaB-
JICHHbIC KJICTOUHBIMH 3JIEMEHTAMH IUIALCHTAPHBIX
TKaHel, cocTaBisitoT okono 30-50 % [27]. s uccre-
JIOBaHMSI MCHOJIb3YETCsl KOMIUICKCHBIN TOIXOM, BKIIIO-
yatommii FISH ¢ npunenrpomepusivu JTHK-3081aM1
Ha HATHBHBIX U KyJIbTUBHPOBAHHBIX KieTkax. Kierku
MOCJIC KPAaTKOBPEMEHHOTO KYJIBTUBHPOBAHHMS IIPUTO/I-
HBbI TAKOKE [T KAPUOTUIUPOBAHUSA [25].

Vcnonb3oBaHne TpaHCLEPBUKAIBHBIX 00pa3LoB
HE HAIUIO IIUPOKOTO0 NPUMEHEHHs B KIMHUYECKON
pakTuke. B 0cHOBHOM, 3TO 00YCIIOBICHO METOIU-
YECKHUMHU TPYIHOCTSIMH paboThI C 3aBEAOMO KOHTa-
MUHHMPOBAaHHBIMH 00pa3laMH, YTO PE3KO CHMKAET
JUAarHOCTHYECKYI0 LIEHHOCTh 3TOro moaxoxaa. He-
CMOTpSl Ha TO, YTO HEKOTOPHIMH HCCIEIOBATEISIMU
MIPOJIEMOHCTPUPOBaHa BbICOKAsl 3 (PEKTUBHOCTD I10-
Jy4deHUS] MaTepraa 1 ero aHajau3a IJisl ONpeesICHUs
I10J1a IUI0/1A ¥ paclIPOCTPAHEHHBIX aHEYTUTOU AN [25],
JpyTH€ aBTOPHI MOIYYHJIN Pe3ysbTar Jullb B 44 %
cinyyaes [41]. Kpome Toro, 10 cux nop He onpeiesieH
PHUCK OCIIOKHEHHUH MOcie MOXy4YeHHs! TUIOHOIO Ma-
Tepuasla, YTO UMeeT NPUHIMITHAIIEHOE 3HAYCHUE JIs
BHEJIPCHUS] METO/Ia B MEAMLIMHCKYIO MPAKTHKY.

B mnocnenHue rompl NPEANpPUHSTH YCHIMS IO
paspabotke MeronoB I1/] ¢ ncnonp3oBaHUEM KIIETOK
IUIO/IA, BBIICJICHHBIX U3 KPOBHM Marepu. Borpoc o nu-
HaMUKe KOJMYECTBa KJIETOK IUI0Aa, HUPKYIUPYIOIINX
B KpPOBH OepeMEHHOW Ha pa3HBIX CpOKax OepeMeH-
HOCTH, a TAKXKe UX COXPAaHHOCTU B OPTraHU3Me MaTepu
MOCJIe POIOPA3PELICHUs] MM MPEPhIBaHUS OepeMeH-
HOCTH JI0 CHX TIOP OCTACTCs TUCKYCCHOHHBIM.

CocraB KJICTOK IJIOZIa B KPOBSIHOM pyCJe MaTe-
PH BapbUpyeT U NPEACTaBICH KaK IEMEHTaMH KpPO-
BU IJIOZA, B TOM YHCJE SIAEPHBIMU SPUTPOLUTAMH,
TaK M KJICTKaMH IUIaleHTHI [6, 29]. [y oborameHust
o0pasua KIeTKaMHU IUIOJHOTO MPOMCXOXKICHHS He-
o0xoanMa KJeTodHasi coptupoBka [6]. [lng ananmza
IUTOHBIX KJIETOK, BBIICICHHBIX M3 KPOBSHOIO PYyC-
Jla MaTepH, Kak MpPaBUIIO, MPHUMEHSIOTCS BBICOKO-
TEXHOJIOTUYHBIE METOIAbl MOJEKYSIPHONH T'€HETUKU

Y UTOreHeTUKHU. Ha HuX y>ke MpoeMOHCTPHPOBaHbI
BO3MOKHOCTH JIMarHOCTUKHU TOJa IJIONA U PACHpo-
CTpaHEHHBIX aHeyIuiouauu [6, 42].

HccnenoBanue KIETOK IJIOAa B KPOBH Marepu
Ha MPaKTHKE MOXKET OBITh MCIIOJIB30BAHO HE CTOJb-
KO Ul TUarHOCTHYECKUX LIENEH, CKOJIBKO C LEIbI0
(hopMHpOBaHMS TPYMIl BBICOKOI'O PHCKA POXKICHHUS
OosibHOTO pebenka. OnHAKO MX MPUMEHEHUE B pe-
KM€ CKPUHHUHTA HEJOCTYIHO 10 IPUYMHE BBICOKOH
CTOMMOCTH. B TO ke Bpems, METO[bl, OCHOBaHHBIC
Ha aHaJM3€ MJIOHOTO Marepuaa, NpeCTaBICHHOTO
B KPOBH MaTepH, B HEKOTOPBIX CIIydasX MOTYT OKa-
3aThCsI EIUHCTBEHHO BO3MOYKHBIM METOJJOM AMArHOC-
THUKH, HalpuMep, HPU COCTOSHHSIX YTPOXKArOIIETo
BBIKH/JIBIIIA U JIP.

WHTEpeCHBIM M MHOTOOOCIHIAIONIMM  KaXKeTCs
NPEAJIOKEHHBI HEJaBHO MOAXON, OCHOBAHHBIA Ha
ananu3se BHekserouHoil JIHK mona B kpoBu Matepu
[46]. Ilpennonaratot, yto JJHK BCcneacTBue nerpana-
MM KJIETOK IJI0/1a ONa aeT B IIa3My MaTepUHCKON
KPOBH, TZIe¢ MOXKET ObITh OOHapyXeHa HpU MOMOIIN
IIIIP. B Hacrosiiee Bpemsi ycneliHas JUarHOCTHUKA
Pe3yC-NPUHAMICIKHOCTH U T0JIa IUIoJa Mo (eTalb-
Hoil IHK B kpoBU MaTepu yxe MPOBOAUTCS] B MHOTO-
YUCJIEHHBIX LIEHTpax [36, 46].

O4eBHHO, YTO JUArHOCTHKA M0 KJIETKaM H
JAHK-mnona B KpoBU MaTepu, paBHO KaK U JTOUMII-
JIAaHTALMOHHAsl JUAarHOCTHKA, HE CMOTYT CTaTh allb-
TEpHATUBOW CTAHAAPTHOW MHBA3MBHOM JHAarHOCTHKE
B | u Il rpumecTpax 6epemenHocTr. IMeHHO Omaro-
Japsi BBICOKOH TOYHOCTH M MUHHMMAJIbHOW OMAacHOC-
TH Ul MaTepH W IUI0Ja, MHBa3KMBHbIC MeToabl [1]]
3aBOCBAJIM CTOJb MIMPOKYIO MOMYISIPHOCTH BO BCEM
mupe. CoBepIIEHCTBOBAHHUE ATHX CTAHJAPTHBIX MO/~
XOJIOB B COYCTAHMH C MOBBILICHUEM pa3pelIaouei
CHOCOOHOCTH MOJIKYJISIPHBIX U IIMTOTCHETHYECKUX
METOJIOB HCCIICIOBAHUSI MOKHO paccMaTpHBaTh Kak
peanbHyto nepcnektuny pasButus [111 B XXI Beke.

3aknioyeHue

Bce nmoctmkeHuss B IMpeHATaTbHOM KapUOTHITU-
POBaHHMH OKa3aJlCh BO3MOXKHBIMU Onaromapsi coBep-
IICHCTBOBAHUIO YIBTPa3BYKOBOM M MHUKPOCKOITHYEC-
KOW TEXHUKH, pa3padOTKaM U BHEIPSHUIO B METUIIHH-
CKYI0 TPaKkTUKy 3()(EKTHBHBIX IUTOTCHETHIECKUX
¥ MOJICKYJSIPHBIX METOJIOB aHalii3a IUIOAHOTO Mare-
puana. COBpPEMEHHBIE LUTOMCHETUYECKUE METOJIbI
WCCIIe/IOBAaHMs, JIOTIONIHEHHBIE TP HE0OXOIUMOC-
i aHaau3oM JIHK, mo3BONSIIOT BBIIBIATE IHOOBIC
TEeHOMHBIE U XPOMOCOMHBIE MY TaIlH Ha Pa3HBIX 3Talax
OHTOT€HE3a YeJIOBEeKa U IOCTATOYHO TOYHO YCTaHABIIH-
BaTh MEXaHM3MbI X BO3HUKHOBeHUs1. Kaxk/ipIii U3 pac-
CMOTpPEHHBIX TOAXO/I0B UMEET CBOW NPEHUMYIIECTBA
U orpanndeHuns. Hamubornee mepcrneKTUBHBIM IS 11~
TOTCHETHKH Pa3BHUTHS YEJIOBEKA SIBISETCS KOMILIEKC-
HBIA TIOAXOJl, OCHOBAaHHBIN Ha COMOCTABICHUHU pe-
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3YJIbTAaTOB HaTOMOp(l)OHOFI/I‘IGCKHX, OUTOJOTHYCCKHUX
1 MOJICKYJISIPHBIX I/ICCJ'IG,Z[OBaHI/Iﬁ C JaHHBIMHU ITUTOIC-
HCTHUYCCKOIro aHalih3a. Hporpecc CIIoco00B nosxy4de-
HHA 3M6pI/IOHaJ'IBHOFO 1 IJIOAHOI'O MaTtepuajia il pu-
JKN3HCHHBIX I/ICCJ'IG,[[OBaHI/Iﬁ B COUYCTAHUHU C 6e3ycn0B—
HBIMH JOCTHXXCHUAMU MOJ'IeKy.]'[HpHOﬁ IITUTOICHCTUKN
NpeAOCTABIIICT TAKYHO YHUKAJIbHYHO BO3MOKHOCTD.

Jlntepatypa

1.

FBapanos B. C. MeTofl CTpAXMBaHWA-0TNeYaTbiBaHNa — Npoc-
TOV U HaA@XHbI CNOCO6 NPUrOTOBAEHWS MPAMbIX XPOMOCOM-
HbIX NpenapaToB 13 xopuoHa / bapaxos B. C. // Lintonorvs. —
1989. — T. 31, Ne 2. — C. 251-253.

Bapanos B. C. LintoreHetnka aMObproHanbHOro passuTms Ye-
noBeka: Hay4Ho-npakTuyeckre acnektbl / baparos B. C.,
KysHeuosa T. B. — CIM6: 13a-8o H-J1, 2007. — 640 c.
FBaxapes B. A. NpeHaTanbHas AMarHoCT1ka XpOMOCOMHbIX 60-
nesHei / baxapes B. A., JopoHuHa O. A., KapeTtHukosa H. A. //
MpUYHUMNBLI OpraHn3aunm 1 MeToam4Yeckme OCHOBbLI NPOdV-
NaKTVKN MHBaNVMAN3MUPYIOLLMX HacneAcTBeHHbIX 6GonesHer:
COOPHWK MaTepranoB pecnybnMKaHCKoro coseLaHus. 24—
26 anpensa 1996 roga. — M., 1996. — C. 19-22.

BeicTpoe kapuoTMnMpoBaHMe KAETOK MAeKonuTaloLmx /
Py6buos H. B. [v ap.] // TeHeTnka. — 1994, — T. 30, Ne 1. —
C. 66-71.

Tpunbepe K. H. LinTonorn4eckune nposiBieHnsi XpoOMOCOMHOrO
oncbanarca /Mpunbepr K. H. // Tporpecc B MeanUMHCKOW re-
HeTvke / Mop pead. H. IN. Boykosa. — M.: MeanumHa, 1978. —
C. 151-186.

Bonomyxuna T. B. KneTkn nnoga B KPOBW MaTepw: HOBbIN He-
MHBa3VBHbIV METO[ B NpeHaTanbHOM AvarHocTKe HacneacT-
BeHHbIx 6onesHelr / 3onotyxumHa T. B., LUnnosa H. B. // BecTH.
PAMH. — 1999. — Ne 12. — C. 45-48.

Kupunnosa U. A. Tatonornyeckas aHatoMus v natoreHes no-
POKOB Pas3BUTUA B NpeHaTa/lbHOM OHTOreHe3e YefoBeka: as-
Toped. anc. ... a-pa med. Hayk. — CI16., 1994. — 42 c.
Kysneyosa T. B. KOMNNEKCHbIN NOAXOA K LMTOrEHETVKE 3MO-
PUMOHaBHOro PasBUTUA YenoBeka: aBToped. Auc. ... A-pa
6uvon. Hayk. — CI16., 2000. — 38 c.

Kysneyosa T. B. OrpaHnyeHHbln nnaueHTapHbIi Mo3auLmam:
bronornyeckre 1 meguumHckme acnektsl / KyaHeuosa T. B.,
["arapuHa A. B., bapaHos B. C. // lpeHaT. anarH. — 2002. —
T.1,Ne2. —C. 141-153.

. Kyaues A. M. DeHOTUNNYECKNE ACTMEKTbI XPOMOCOMHbIX IMO-

puoneTanei Yenoseka: asToped. auc. ... A-pa Med. HayK. —
M., 1976. — 48 c.

. Kyxapenro B. U. KneTo4Hble 1 BMOXMMNYECKNE acneKTbl IM-

6pvonatnii Yenoseka ¢ aHoMasnbHbIM HAbOPOM XPOMOCOM:
aBToped. avc. ... A-pa Meq. Hayk. — M., 1995, — 47 c.

. Jlebeoes U. H. OCOBEHHOCTU (PEHOTUNNYECKOW SKCMpeccun

ayTOCOMHbIX MOHOCOMWMIA MPW NaTONOrM NOCTUMMNAHTaLMOH-
Horo passuTus Yenoseka / llebepes V. H., Hazaperko C. A. //
OHtoreres. — 2004. — T. 35, Ne 1. — C. 53-60.

. Muxaiinoe A. B. BHyTpVIMaTO‘-leIe BMellaTtenbCcTtBa nonh

yNbTPa3BYKOBbIM KOHTPONEM BO Bpems OepemeHHOCTU /
Mwuxaiinos A.B. // KnuHu4eckoe pykoBOACTBO MO yNbTpasBy-

20

21,

22.

23.

24.

25.

26.

27.

28.

koBoW anarHocTuke / Mof ped. B. B. MutekoBa, M. B. Mepge-
nesa. — M.: Bupgap, 1996. — T. 2. — C. 280-302.

. Mopdonoruieckoe vccnenosaHve cepaua y ninofoB ¢ Xpo-

MOCOMHbIMW G0Ne3HAMM, abopPTUPOBaHHbIMY NOCHe NpeHa-
TanbHOM AnarHocTukm B | TpumecTpe GepemeHHocTy [ Hosu-
koBa M. B.[v gp.] // MpeHart. gnarH. — 2004. — T. 3, Ne 3. —
C. 197-202

. Hasapenrxo C. A. TecT-cuctema BHeLLHero KOHTPOMNA KadecTBa

LMTOreHETUHECKIX MCCNEA0BaHNM B YYPEXAEHNAX MEANKO-TEHe-
TU4eckow cnyx0bl: noc. Ans Bpayelt / Hazaperko C. A., Bacunbe-
Ba E. O. — Tomck: INevatHas MaHydbakTypa, 2003. — 34 c.

. OcHoBbI UMTOreHeTUKIM Yenoseka / Peq. Mpokodbesa-benb-

rosckaa A. A. — M.: MeavumHa, 1969. — 544 c.
Ocmposepxosa H. B. [leTekuma aHeynnovamn y CnOHTaHHbIX
abopTyCOB METOLOM CPaBHUTENbHOM rEeHOMHOW rmbpuanaa-
umm / OctpoBepxosa H. B., Hazaperko C. A., lebenes U. H. //
eHeTuka. — 2002. — T. 38, Ne 12. — C. 1690-1698.

. I'IpeHaTaanaﬂ OVarHoCTnKa HacnegCTBEeHHbIX 1 BPOXOEH-

Hbix 6onesHen / Pea. O. K. AiinamassaH, B. C. bapaHos. —
M.: MEOnpecc-uHdopm, 2006. — 416 c.

. I'IpeHaTaanaﬂ OVarHoCTnKa XpPOMOCOMHbIX 6onesHen Yy nno-

na: gecatunetHuin onbiT / Kysneuosa T. B. [u ap.] // BecTH.
Poc. accou. akyLu.-rvH. — 1997. — Ne 3. — C. 94-99.

. Pososckuii B. C. OnpepeneHue nona nnopa 8 nepsom TPUMECT-

pe 6epemerHocTM / Po3osckumii B. C., Kasn 3., baxapes B. A. //
Akyll. 1 rnH, — 1980. — Ne 8. — C. 35-37.

Py6yos H. B. AHann3 mapkepHbix xpomocoM: AHK-npobel ans
OUEHKN BO3MOXXHOIO KIMHUYECKOrO 3Ha4YeHusi MapKepHbIX
xpomocom / Pybuos H. B., Kapawmbiwesa T. B., lainHep T. A.,
Wknsesa O. A. // Mea. reHet. — 2003. — T. 2, Ne 12. —
C. 520-527.

Pybyos H. 5. CoBpeMeHHble METOAbl MONEKYNAPHO-LMTOreHe-
TUYECKOro aHanmaa 1 anarHocTrka XxpoOMOCOMHOWM naTtonormum/
Py6uoB H. b., Kapambiwesa T. B., laitHep T. A. // FTeHOMMKa —
meanumHe. — M.: AkagemkHura, 2005. — C. 219-244.
Dozenv @. [eHeTuka venoseka: B 3-x 7. T. 1: nep. ¢ anrn. /
®orenb ®@., MoTtynbckn A. — M.: Mup, 1989. — 312 c.
Xapuenro T. B. LintoreHetn4eckme acnekTbl HeBbIHALLUVBaHNA
6epeMeHHOCT! 1 3MOPMOHAabHbLIX NOTEPb NPV BCMOMOra-
TeNbHbIX PENPOAYKTVBHBLIX TexHonorusx / Xapdvexko T. B.,
VnenH A. B., Abawmn B. T, // XK. akywu. keH. 6onesH. —
2003. — T. LIl, Bbin. 1. — C. 72-78.

Adinolfi M. First trimester prenatal diagnosis using transcervical
cells: an evaluation / Adinolfi M., Sherlock J. // Hum. Reprod.
Update. — 1997. — Vol. 3, N 4. — P. 383-392.

Brambati B. Methods of chorion villi sampling / Brambati B.,
Oldrini A. // Chorion villus sampling / Ed. B. Brambati. — N.-Y.:
Livingstone, 1986. — P. 73-97.

Bulmer J. N. Immunohistochemical characterization of cells
retrieved by transcervical sampling in early pregnancy /
BulmerJ.N., Rodeck C., AdinolfiM. // Prenat. Diagn. — 1995. —
Vol. 15, N 12. — P. 1143-11583.

Daffos F. Fetal blood sampling via the umbilical cord using a
needle guided by ultrasound. Report of 66 cases / Daffos F.,
Capella-Pavlovsky M., Forestier F. // Prenat. Diagn. — 1983. —
Vol. 3, N 4. — P. 271-277.

AYPHATD ARYIIEPCTBA » JKEHCKUX'D BOJIB3HEN

TOM LVI BbINYCK 1/2007

ISSN 1684-0461 W



128

OB30OPLI

29.

30.

31.

32.

33.

34.

35.

36.

37.

38.

39.

40.

41.

42.

43.

44,

45.

Early Prenatal Diagnosis, Fetal Cells and DNA in the Mother.
Present State and Perspectives / Eds. Macek M., Bianchi D. W.,
Cuckle H. — Prague: The Karolinum Press, 2002. — 426 p.

E. C. A. Cytogenetic Guidelenes and Quality Assurance //
E. C. A. Newsletter. — 2006. — N 17. — P. 15-32.

Fetal sex prediction by sex chromatin of chorion villi cells
during pregnancy // Chin. Med. J. — 1975. — Vol. 1, N 2. —
P.117-126.

First trimester amniofiltration: technical, cytogenetic and
pregnancy outcome of 104 consecutive procedures /
Burne D. L. [et al.] // Br. J. Obstetr. Gynecol. — 1995. —
Vol. 102. — P. 220-223.

First trimester fetal diagnosis of genetic disorders: clinical
evaluation of 250 cases / Brambati B. [et al.] // J. Med.
Genet. — 1985. — Vol. 22, N 2. — P. 92-99.

Harper P. S. First years of Human Chromosomes. The
beginnings of Human Cytogenetics / Harper P. S. — N.-Y.:
Scion Publishing Ltd, 2006. — 182 p.

Holzgreve W. Prenatal karyotyping: when, whom and how? /
Holzgreve W., Terzanli S., Schneider H. P. G., Miny P. // Ultrasound
Obstetr. Gynecol. — 1992. — Vol. 2, N 1. — P. 64-609.

Holzgreve W. Enrichment of fetal cells and free fetal DNA
from maternal blood: An insight into the Basel experience /
Holzgreve W., Zhong X. Y., Burk M. R., Hahn S. // Early
Pregnancy. — 2001. — Vol. 5, N 1. — P. 43-44.

Hsu T. C. Human and mammalian cytogenetics / Hsu T. C. —
N.-Y.: Springer-Verlag, 1979. — 186 p.

ISCN — an international system for human cytogenetic
nomenclature / Ed. Miteman F. — Basel: Karger, 2005. — 114 p.
Kalousek D. K. Chromosomal mosaicism confined to the
placentha in human conceptions / Kalousek D. K., Dill F. J. //
Science. — 1983. — Vol. 221, N 4611. — P. 665-667.
Molecular karyotyping: towards improved pre- and postnatal
diagnosis / Vermeesch J. R. [et al.] // E. C. A. Newsletter —
2005. — N 15. — P. 9-15.

Non-invasive early prenatal diagnosis using
retrieved transcervical trophoblast cells / Massari A,
Novelli G., Colosimo A. [et al.] // Hum. Genet. — 1996. —
Vol. 97, N 2. — P. 150-155.

Non-invasive exclusion of fetal aneuploidy in an at-risk couple
with a balanced translocation / Wang J. Y., Zhen D. K.,
Zilberstein M. E. [et al.] // Mol. Hum. Reprod. — 2000. — VVol. 6,
N 2. —P. 103-106.

Papp Z. Obstetrics Genetics / Papp Z. — Budapest: Akademiai
Kiado, 1990. — 627 p.

Preimplantation diagnosis of common aneuploidies by first- and
second-polar body FISH analysis / Verlinsky Y. [et al.] // J. Assist.
Reprod. Genet. — 1998. — Vol. 15, N 5. — P. 285-289.
Prenatal diagnosis of chromosomal disorders in North-West
Russia / Kuznetzova T. [et al.] // BIMG. — 1998. — Vol. 1,
N 1. —P.21-28.

molecular

46. Prenatal diagnosis of fetal RhD status by molecular analysis
of maternal plasma /Lo Y. M., Hjelm N. M., Fidler C. [et al.] //
N. Engl. J. Med. — 1998. — Vol. 339, N 24. — P. 1734-1748.

47. Proposed International Guidelines on Ethical Issues in Medical
Genetics and Genetic Services: World Health Organization,
Human Genetics Programme. Pt. Il // Law Hum. Genome
Rev. — 1998. — Vol. 9. — P. 239-251.

48. Rapid karyotyping in prenatal diagnosis: a comparative
study of the ‘pipette method’ and the ‘in situ’ technique for
chromosome harvesting / Claussen U. [et al.] // Prenat.
Diagn. — 1993. — Vol. 13, N 12. — P. 1085-1093.

49. Rapid prenatal diagnosis of trisomy 18 and triploidy in
interphase nuclei of uncultured amniocytes by non-radioactive
in situ hybridization / Christensen B. [et al.] // Prenat. Diagn. —
1992. — Vol. 12, N 4. — P. 241-250.

50. Simoni G. Fetal karyotyping by direct chromosome prepara-
tion/SimoniG., Tetzoli G., RomottiL. // Chorion villisampling. —
N.-Y., Basel: Marcel Dekker Inc., 1986. — P. 99-118.

51. Steele M. W. Chromosome analysis of human amniotic fluid
cells / Steele M. W., Breg W. R. // Lancet. — 1966. — Vol. 1,
N 7434. — P. 383-385.

52. The future of prenatal diagnosis: rapid testing or full karyotype?
An audit of chromosome abnormalities and pregnancy
outcomes for women reffered for Down’s Syndrome testing /
Ogilvie C. M. [et al.] // BJOG — 2005. — Vol. 112, N 10. —
P. 1369-1375.

53. Verlinsky Y. An atlas of Preimplantation genetic diagnosis / Verlins-
ky Y., Kuliev A. — N.-Y.: Pearl River, Parthenon, 2000. — 174 p.

54. Warburton D. Mosaic autosomal trisomy in cultures from
spontaneous abortions / Warburton D., Yu C. Y., Kline J.,
Stein Z. // Am. J. Hum. Genet. — 1978. — Vol. 30, N 6. —
P. 609-617.

PRENATAL KARYOTYPING: METHODS, PROBLEMS,
PERSPECTIVES

Kuznetzova T. V.

m Summary: The history and current trends in human karyotype
analysis are outlined. Advantages and limitations of conventional
cytogenetic methods and molecular genetic techniques used
for chromosomes studies are described. Basic karyotyping
terminology is presented. The main results of chromosomal studies
in spontaneous abortions as well as in embryonic and fetal samples
used for prenatal diagnosis at the I and II trimester are surveyed.
Laboratory techniques for preimplantation genetic diagnosis as well
for noninvasive diagnosis of chromosome disorders are mentioned.
Perspectives of prenatal karyotyping are discussed.

m Key words: prenatal diagnosis; chromosome disorders;
chromosomal aberrations; karyotyping
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