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OrnucaHsl COBPEMEHHBIE METOJBI UCCIICNOBAHUA 3M6pu01-1a YEJIOBEKA, paCCMOTPEHA UX NUArHOCTUYCCKasA 3HAYUMOCTD,

IIPOBEACHO UX CPABHECHHUE.

B nHacrosimiee Bpemst CyIecTByeT MHOXKECTBO METO/O0B
HCCIIEIOBaHNST MOPHOHOB 4ENOBEKA, HCHONB3YIOIUXCS
JUISL WCCNENOBAaHMS aHOMAaNWil pa3BUTHS 3MOPHOHA, €ro
CTpyKTypsl. HanGonee NpH3HAHHBIMH W3 HUX SBIISIFOTCS
[PEeUMIIIAHTAllUOHHAsl [eHeTUYecKask AUarHOCTHKA, TUCTO-
JIOTUYECKUil MeTo[] U TpexMmepHas axorpadus. [IpencraBum
KKIBIH U3 3TUX METOJIOB U IPOBENIEM UX CPaBHUTEIBHBII
aHaIN3.

Tpeumnianmayuonnas 2enemudeckds OUASHOCMUKA
(IITT) — uccnemoBanue SMOPUOHOB YeNIOBEKA HA HAJIHUME
XPOMOCOMHBIX aHOMANHII TIepesi NMIUTAHTANeH B MOJIOCTh
Matku. [ aHanu3a mpoBOIUTCS OMIICHS OAHOTO Gracto-
Mepa y dMOpHOHA, HaXOJIIIErocsl Ha CTaAuu JPOOJICHUS
(4-10 GumacromepoB). Ilpu MaTepUHCKOM HOCHTEIBCTBE
TeHEeTHYECKON MaTOJIOTHH BO3MOXKHA OHoricHs 1-ro mossip-
HOrO Teblla SHLEKIETKH OO0 OIUIoAOTBOpeHus. ['nmaBHoe
npeumymiectBo [1I'/] 3akmiowaercs B TOM, 4TO TpU €ro
UCIIONB30BAHAN OTCYTCTBYET CEIEKTHBHOE MpepHIBaHUE
OepeMEeHHOCTH, a BEpOSTHOCTh POXAEHHWS peOeHka Oe3
JIUarHOCTUPYEMOr0 T'€HETHYecKoro 3a0oJieBaHUs JOCTa-
TOYHO BBICOKA.

Haunbonee ImMPOKO HCMOIB3YEMBIMH MOJIEKYJISIPHO-
TeHETHYECKUMU METOJIaMHU MPEHMIUIAaHTAllMOHHOW TeHeTH-
YeCKOH JMAarHOCTUKM SMOpHOHA SIBIISIOTCS METOJHKA
¢dumoopecuentHoit  rubpummzarmu in Situ (FISH,
fluorecence in situ hybridization) 1 MeTox cpaBHUTETHHOM
reHOMHOHM rubpummsanuu Ha Mmukpounmax (aCGH) [1].
Metonnka FISH — MonekynsipHO-IIUTOT€HETHUECKUH Me-
ToJ, pa3paboTaHHblid B 1980-X IT. A5 BRIABIEHUS OIpere-
neHHbIX nocnenoBatenbHocTeldt JJHK Ha xpomocome. Ilpe-
umyectsa FISH-meTonuku 3akimodaroTcss B OTHOCUTENb-
HOHU MPOCTOTE BBINOJIHEHUS, OBICTPOTE MOIYYEHUS Pe3yiib-
TaTOB M BO3MOXKHOCTH JMAarHOCTHKH Hamboiee pacrpo-
CTpPaHEHHBIX BHUJIOB aHEYIUIOMAWI omHOBpeMeHHO. Pioo-
pecuieHTHas ruOpuau3anus in Situ — KOMOMHALIUS METOIOB
IIUTOTEHETHKH M MOJEKYJSIPHOH TeHeTnkd. C HOMOIIBIO
JTAHHOTO METOJIa MOKHO HICHTH(HIIMPOBATH IIEJBIC XPO-
MOCOMBI, XPOMOCOMHO-CIICII(DUIHBIC 00IACTH WK OJHO-
KOTIUMHBIE YHUKAIIbHbIE MOCIE0BATEILHOCTH B 3aBUCHMO-
CTH OT HCIIOJIb3YEMBIX METOIMK MapKUpOBKHU [2]. OcobeH-
Hocteio FISH-merona, nmpuHIMNUAIBEHO OTIMYAIOUICH €ro
OT KJIACCHYECKOTO IUTOTCHETUYECKOTO aHAIN3a, SIBISETCS
TO, YTO JAQHHBIA METOJ NMPUMEHHM Kak Ui MeTadasHbIX,
TaK M Uil MHTep(a3HBIX sjep. ITO U MO3BOIMIO HUCIIOIb-

30BaTh JAQHHYI0 METOJHMKY B HMPEHMIIIAHTAI[MOHHOH reHe-
TUYECKOW IUArHOCTHKE.

Metox cpaBHHUTENFHONH TE€HOMHOH THOpHIM3alUK Ha
mukpountax (aCGH — comparative genomic hybridization)
SIBJISICTCS. MHHOBALMOHHBIM MeTozioM I1II'/], T. k. ¢ BeICOKOM
TOYHOCTBIO ONPEAEISIOIET0 XPOMOCOMHBIE aHOMAJIMU 10
nepeHoca SMOpHOHAa B paMKaxX IMKJIA BCIIOMOTATEIIBHBIX
penpoayktuBHbIX TexHosorudt (BPT) [3]. Tlo maHHBIM
WCCTICIOBaHNN, JaHHBIH MeToN 00amzaeT BBICOKOI UyBCT-
BUTENIFHOCTBIO U TOYHOCTBIO, OOECIICUNBACT aHAIN3 XPO-
MOCOMHBIX aHOMAaINi Ha BBICOKOM YPOBHE pa3pelIeHUs:
TOJBKO 171 2,9 % SMOPHOHOB NPH UCCIIETOBAaHUH PE3yITb-
TaT aHajIn3a He ObUI MOJyYeH, a YPOBEHb OIIMOKH COCTa-
B 1,9 % [4]. PaccMoTpeB 0COOEHHOCTH AaHHOTO METO/a
HCCIIEN0BAaHMs, MOXKHO clelaTh BB, yTo MeTox aCGH
MO3BOJISIET TIPOM3BECTH HanOojee IOJIHOE HCCIEeJOBaHUE
XPOMOCOM KaK C TOUYKH 3PEHHUS X YUCIA, TAK U CTPYKTYp-
Ho. B otimmame ot merona FISH, koTopslif uccnenyer aunib
9-12 map xpomocom, nHHOBaMOHHBIH Metox I1I'/] mo3Bo-
JSIET TPOBECTH MCCIEeOBaHUe BeeX 23 map XpOMOCOM, 4TO
SIBJISIETCS] 3HAUUTENBHBIM MTPEUMYILECTBOM [5].

CrenyomuM METOI0OM UCCIIeA0BaHMs YMOPHOHA YesIo-
BEKa SIBISCTCA mpexmephas sxozpagus (00beMHas YIbT-
paconorpadust, 3D Y3U). Dra coBpeMeHHasr TEXHOJIOTHUS
CO37aHus 0OBEMHOTO M300paKEHHST HCCIEAYEMOTO 00BeK-
Ta, KOTOpasi MPOBOAUTCS B ABYX pEXHMax: B pexume 3D
(static) — craTuveckoit TpexMepHO# PEKOHCTPYKIIHH MO~
YeHUsT u300pakeHus u B pexume 4D (realtime) — nzobpa-
KEHHsl B pealbHOM Macmtabe BpeMeHH. V3y4nB ocobeH-
HOCTH JIaHHOTO METOJa, MOXKHO CIeaTh BBIBOJ, YTO 00b-
eMHas yJabTpacoHorpadus mpocra, NOCTyIHa, WHpopma-
THBHA W HE CBsA3aHAa C MOHUBUPYIOLIUM UBITYYEHUEM, T. K.
MUMeeTCSl BO3MOXKHOCTH IIOBOAUTH MOP(OIOTHUYECKYIO H
(YHKIMOHATIBHYIO OIEHKY HCCIEIYeMBIX CTPYKTYp B IOJI-
HOM 00BeMe, IO3BOJISIS TTONTYINTh H300pakeHne SMOpHoHa
B PEXHME PEaTbHOTO BPEMEHH, MPUUEM C BBEICOKHM Kade-
CTBOM 1/1306pa>1<eﬂml, JOCTAaTOYHBIM JIs1 BBIABJIICHHUA I1ATO-
JIOTHH SMOpHOHA. B 4acTHOCTH, TaHHBIH METO] MO3BOJISIET
BU3YyallU3UPOBATh MO3TOBBIE CTPYKTYPhl HE3aBUCHMO OT
pacroynoxeHns 3MOPHOHA B MOJNOCTH MaTKH: MPOU3BOAUT-
csl oTpezieNnieHne 00beMa MOJIOCTH 3a{HETO MO3Ta, BU3YalH-
3UpYyeTCs Pa3BUTHE COCYIHCTHIX CIUIETEHUH OOKOBBIX XKe-
Iyao4koB Mosra [6, 7]. Hago oTMeTuTh, 4TO TpexMepHas
sxorpaust pemraeT BaKHYIO HpoOJIeMy MHpH IOTy4CHUH
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KIMHUYECKOH MH(GOPMAIINH, ¢ KOTOPOH CTANKUBAINUCh TIPH
UCIONB30BaHUM JIBYXMEPHOH 3XorpadMu: OTCYTCTBHE BO3-
MOXKHOCTH COXPaHEHMS! OOBbEKTUBHBIX BU3YalIbHBIX JAHHBIX
JUIS TIOCTIETYIOIIETO aHAIN3a TIocye uccnenoBanus [8].

OnHako HEOOXOIMMO OTMETHTH, YTO TPEXMepHas 3XO0-
rpadus ¢ SBHBIMH IPEUMYILECTBAMU MMEET M HEKOTOpEIe
HenocTaTky. Hampumep, TpyaHOCTH MOMydeHHS H300pa-
JKEHUS IUIoJIa B psifie CiydaeB (IIPH BBEIPAKCHHOM OXKHpe-
HUH OepeMeHHOIl, B cilydae pyOLIOBBIX M3MEHEHHH Mepen-
Hel OpPIOIIHON CTEHKH).

Haubonee obmenpu3sHaHHBIM U PacCIpOCTPAHEHHBIM, a
MO CyTH — KJIACCHYECKUM METOAOM HCCIEIOBAHHUSA SM-
OpHoHA delOoBeKa SIBISCTCS CUCINONO2UHECKULl Memoo —
HCCIIeI0OBaHNE TOHKOH MOP(OIOrHIECcKOil CTPYKTYpHI KiTe-
TOYHOT'O CTPOCHUS TKaHEH OpraHM3Ma C LeNIbI0 M3YYeHHUS
Pa3BUTHS OPraHOB M CHUCTEM, a TaKXKE BBIBICHUS U JHar-
HOCTUKH TOTO MJIK HHOTO 3a00/I€BaHUs.

T'ucronoruyeckuii MeTon WrpaeT BaKHYIO pPOJIb IMPHU
HCCIIeIOBAaHUN 3MOPHOHA, MO3BOJISISI aHAIM3HPOBATH TKa-
HEBbIE M BHYTPHKJIIETOUHBIC U3MCHEHHUS B MPOLIECCE OHTO-
TeHe3a CTPYKTYp 3MOpHOHa (3MOpPHOTEHE3) U IMOCTaBHTh
TOYHBIA IHMarHo3 3a0oyieBaHUH HA PaHHUX CTagusiX HX
pa3BUTHSI.

Tak, HampuMep, NPH HCCICIOBAHUH CTPOCHHS T'OJOB-
HOTO MO3ra BOCBMHHEJETBHOTO SMOPHOHA JAHHBIA METOT
MO3BOJISIET YETKO ONPEAENUTh 3aKIaJKH OTIEIOB MO3Ta, a
Taoke apTepHAIbHYIO CETh B 3aKIaAKe CyOapaxHOMIAIb-
HOTo mpocTpaHcTBa. OCHOBHBIM THCTOJIOTHYECKHM METO-
JIOM SIBJISIETCSI MEKPOCKOIIMPOBaHKE, TI0O3BOJISIIOIIEE HCCIIe-
JI0BaTh CTPOEHME 3MOpHOHa ¢ OONBIION pa3peraroniei
crocoOHocThIO [9]. Ha Hamr B3risi, €IWHCTBEHHBIM He-
JIOCTaTKOM THCTOJIOTHYECKOTO METOJa SIBIISIFOTCS BpEMEH-
HBIE 3aTPaThl C MOMEHTA CPe3a TKAHH JI0 TIIATEIILHOTO €To
U3yqeHHS.

PaccmoTpeHHBIE METOIBI HCCIENOBAaHHSA SMOpPHOHA
NPUMEHSIOTCS B PA3IMYHBIX COYETAHUSX, MOAKPEIUIIS U
JOMONHSS APYT ApYyra, T. K. y KaXJ0ro MeToAa MMEIoTCs
CBOM HEJOCTaTKU M MpeumyliecTsa. Hanpumep, oCHOBHOIA
npobsiemoii merona III'J] sBiseTcst majioe KOJIMYECTBO
JHK B OuonoruueckoM Matepuaie, KOTOPO€ BO3MOXKHO
HONY4YUTh M3 paHHero sMOpuoHa. [IpensTcTBueM mis wuc-
MOJTB30BaHMS TPEXMEPHOU 3XOorpaduu SIBISETCS €€ BBICO-
Kasi CTOMMOCTh U HEJ0CTaTOYHAs! U3y9eHHOCTh MOP(OIIOo-
THYECKUX IAaHHBIX. HemocTaTkoM THCTONIOTHYECKOTO Me-
TOJIa SIBJISIFOTCSI BpEMEHHBIE 3aTPaThL.
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B cBol0 ouepenb, HECMOTpPS Ha BHEIPEHHE B SMOpHO-
JIOTHIO Pa3HOOOpPa3HBIX OMOXMMHYECKHUX U TEXHOJOTHYe-
CKHMX METOJIOB, HEOOXOIHUMBIX Ul PEIICHHS MHOTHUX BO-
HPOCOB C HCCIIEOBaHHEM 3MOpHOHA YelIOBEKa, I'MCTOJIO-
THYECKUH METOJ ocTaeTcs Hanboee JOCTYIHBIM U II03BO-
JSIET JOCTOBEPHO BepH(UIMPOBATH U HCCIENOBATH CTPYK-
TypHBIE OCOOCHHOCTH M TPOIECCH IMOPHOHA YeloBeKa C
BBICOKOH TOYHOCTHIO. Takum 00pa3oM, MCIONB3Ys THCTO-
JIOTHYECKUIl METOJ, MOXHO IOJIy4UTh Haubosiee MOIHO-
LICHHYI0 KapTHHY 3MOPHOHAIBHOTO Pa3BUTHA HA COBpE-
MEHHOM 3Tale U3yYeHHs YeI0oBeKa.
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