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1. BBenenue.

[Tox reneTnyeckuM aHanu3oM noHumarot pacumdpposky JHK
YyeJIoBeKa C MOCIIeNYIONIeH HHTepIpeTaluel pe3yabTaToB. AHAIN3 TeHOMA
MO3BOJISIET BBISIBUTH MPEIPACIION0KEHHOCTh K PA3JIMUHBIM 3a00JICBaHUSM,
HOCHUTEIBCTBO F'€HETUYECKOM NAaTOJIOTUHU, OTIIOBCTBO, MATEPUHCTBO,
MPOUCXOKICHHUE YeNIOBeKa (€ro MOMyJISIIIUOHHYIO TPYIIY) U Jaxe
BO3MOXKHYIO PEAKIIMIO HA Pa3JIMYHbIE JEKAPCTBEHHbIE Tpenapatsl. [Ipu
HEKOTOPBIX 3a00JICBAHUSX TCHETHYECCKUE aHATM3BI MOXKHO TPOBOJIUTH B
JTUHAMUKE, TO €CTh NOBTOPHBIE nccneaoBanns JJHK momoraror B

AUAarHOCTHKC 1 BBI60pe TaKTHUKH ﬂaHBHeﬁmeFO JICUCHMU.



2. eHeTHYeCKUN aHAIIN3

['eneTnueckuit ananus (rped. genetikos oTHOCAIUNCS K
IPOUCXOXKICHHUIO; analysis pa3inokeHne, pacuwieHeHne) — COBOKYIMHOCTh
METO/IOB M3y4YEHUS HACIIEACTBEHHBIX CBOMCTB OPTaHU3MOB. AHAJIU3 XapakTepa
HACJICIOBaHMsI PU3HAKOB B PSTy TIOKOJICHU OPTaHU3MOB TI03BOJISCT MOTYyYUTh
JAaHHBIE O COCTABE, CTPOCHUH M (PYHKITMOHUPOBAHUH HACIIEICTBEHHOTO

alrapara KJCTOK.

C ITOMOIIBIO ['eneTnueckoro aHaamza peiIaroTCs ABa OCHOBHBIX THUIIA

3a/1a4:

1) ananu3 npuposl HAOJIIOAAEMOT0 HACIEICTBEHHOTO Pa3inyus B
MpU3HAKaX MEXKIY JBYMsi 0COOSAMHU (TpyIaMu 0coOei, MOMyJ UMM,
OpOJaMH, BUAAMH ), BBISIBIICHUE YUCIIA JISKAIINX B OCHOBE JTAHHOTO Pa3TuIHs
I'€HOB, U3yY€HHE CBOMCTB ATUX I'€HOB, UX CLEIJICHUS C APYTUMH T'€HAMHU, UX

JIOKaNu3anus Ha XpOMOCOMHOM KapTe;
2) BO3MOYHO TOJHOE OIMCAHNE T'eHOTUIIA 0COOM (TIOMYJISIUH, BUA).

[lepBbIM 1 00s13aTeNIbHBIM TanioM [ eHETHYECKOT0 aHaIu3a SBISETCS
BBISICHEHHE TIPUPO/IBI (HACIIEACTBEHHAS WJIM HEHACIICICTBEHHAs ) BHIOPAHHOTO
s . a. mpusHaka. B reHeTuke »KMBOTHBIX, PACTEHH 1 MUKPOOPTaHU3MOB
ATOT BOMPOC PEIIAECTCS MYTEM IUIAHOMEPHOTO OJIM3KO-POJCTBEHHOTO
pa3BeIeHUs WM BET€TATUBHOIO PA3MHOXKEHUS aHAIM3UPYEMbBIX OPraHU3MOB B
pAlie MOKOJEHUW. B reHeTrke yenoBeka, rie miaHOMEPHOE CKPEIIMBAHUE
HEBO3MOXHO, HACJIEICTBEHHAsl IIPUPOA UHTEPECYIOIIEr0 IPU3HAKA
JIOKAa3bIBAETCS €0 CEMEUHON MPUYPOUEHHOCTHIO, & TAKIKE BHICOKOW CTEIECHBIO
COBMNAJCHUS Y MOHO3UTOTHBIX OJM3HEN0B. [loka3aTh HACIECTBEHHYIO IPUPOTY
UCCIIEyEMOTO ITPU3HAKA, WA, TOYHEE, ONPEAEIUTD OO HACIEACTBEHHOTO
KOMITOHEHTA B €r0 BO3HUKHOBEHHUH OBIBAECT TOBOJILHO TPYIHO. DTO
00yCIIOBJIEHO MPEXKJIE BCETO TEM, UTO CBSI3b MEX]Ly T€HAMU U

KOHTPOJUPYEMBIMU UMU IIPU3HAKAMHA 3aBUCUT B 6OJ'IBH_H/IHCTBC CJIy4acB OT
4



COBOKYITHOI'O BJIMSIHUS T€HOTUITMYECKOM, BHYTPEHHEN U OKPYKAIOIIEH CpeJIbl
opranusma. [pyrum pakTopom, BAUSIONIMM Ha HAJEKHOCTD 3aKIIOUEHHUS O
HACJIEICTBEHHOW ITPUPOJIE UCCIENYEMOTO IPU3HAKA, SABIISIECTCS
YyBCTBUTENBHOCTh METO/A, C IOMOILBIO KOTOPOTO JAHHBIN IPU3HAK U3Yy4aeTcs,
T. K. AMana30H HACJIEICTBEHHBIX Pa3JINuYMi IPOCTUPAETCS OT
YJIBTPACTPYKTYPHBIX U MEJIKUX OMOXUMUYECKUX U3MEHEHUN B OTJENIbHBIX
KOMIIOHEHTaX KJIETOK J0 MOP(HOIOTUYECKON U (PU3MOTOTHIECKONH 0COOCHHOCTEH
opranu3MoB. [103TOMy B JaHHOM aHaJIN3€ MCIOJB3YIOT METObI Pa3IUIHBIX
OMOJOTMYECKUX U MEAUIIMHCKUX AUCHUIUIMH. OOUIMM I TEHETUYECKOTO
aHaJIM3a JIOBIX MPU3HAKOB ABIISIETCS U3yYEHHE 3aKOHOMEPHOCTEN UX
IPOSIBJICHUS B IOTOMCTBE Pa3IMyarOLIUXCs 110 UCCIEAYEMBIM MTPU3HaKaM (HopM,

T. €. THOPUJIOJIOTUYECKUHN aHaJu3.



3. 'eneTnueckuit aHaIM3 HAa KJICTOYHOM YPOBHE.

JlaHHBIN aHAIM3 MPOBOAUTCA B TOM CIy4ae, KOI/la COOTBETCTBYIOIINE
HACJIEICTBEHHBIE MPU3HAKU NPOSBIIAIOTCS B OTAEIBHBIX KJI€TKaX. TUITMYHBIM
IPUMEPOM MOXKET CITY’KUTh TETPAJAHBIA aHAJU3 Y BBICIIUX PACTEHU, TpHOOB U
BOJIOPOCJIEN, KOT/1a IPOAYKTHI paclpeieIeHHsi TOMOJIOTMYHBIX XPOMOCOM B
Mei03€ OTACNbHBIX MEHOLUTOB (MbUIbLIA WK CIIOPBI) MOTYT OBITH
UACHTU(ULIMPOBAHBI KaK [0 MPOUCXOKIACHHUIO OT OOIIET0 MEHOIUTA, TaK U 1O
COITYTCTBYIOLIUM MOP(HOIIOTHYECKUM, OMOXUMHUYECKUM MJIH UHBIM MPU3HAKAM.
BaxHOe 3HaueHne UMEeEeT U UTOT€HETUYECKUI aHaIU3, TP KOTOPOM
MCCJIEYEMBIM HACJIEICTBEHHBIM IIPU3HAKOM SIBJISIETCSL CTPOEHUE XpOMOCOM. Ero
BO3MOYKHOCTH PE3KO BO3POCIH B CBSI3U C OTKPBITUEM METO/IOB
¢ depeHINaTbHON OKPACKH XPOMOCOM IO JUTMHE, TTO3BOJISIOLIUX
UACHTU(DULIIMPOBATH HE TOJIBKO KAXKIYI0 U3 IIap XPOMOCOM, HO TaKXKe UX
OTIeIbHbIE Y4acTKH .O0yCI0BIEHHOCTh MHOTMX HACIEACTBEHHBIX OOJIE3HEH
4eJIOBEKa HApYIICHUEM HE CaMHUX I€HOB, a UX YKCJIA U PACTIOIOKEHHUS B
XpPOMOCOMaX MOKa3bIBAET AKTYAJbHOCTh Pa3BUTHSI LIMTOT€HETUYECKOTO aHAIN3a.
['eHeTrueckuil aHAJIN3 HA KJIETOYHOM YPOBHE MOKET OBITh OCYILIECTBIIEH U B
KYJIbTypax COMaTH4YECKUX KIIETOK, ISl KOTOPBIX pa3pabOTaHbl IPUEMBI
adpexTrBHON THOpUIU3AIMY, O€3 Yer0 HEBO3MOXKEH aHAIN3 3aKOHOMEPHOCTEN
nepeadn KJIETOYHbIX IPU3HAKOB JOUYEPHUM KJIETKaM. B reHeTrke uyenoBeka
ruOpUaN3alns COMaTUYECKUX KIETOK B KyJbTYpe AOJKHA CTATh LIEHHBIM
PUEMOM TPHU aHAIN3E HACJIEIOBAHUS PU3HAKOB, IPEK/IE BCETO

OMOXUMUYECKUX U HNMMYHOJIOTHYICCKHUX.

Tak ke BakeH U MOJICKYJIAPHO-TCHCTUYCCKHNEC aHAJIN3bI
B otnuuue ot OUTOTCHCTHYCCKOI'O aHaJIn3a I[ﬂHHBIﬁ METO/J IIO3BOJIACT

BBIABUTH U3MCHCHH B TCHOMC HAa YPOBHC I'CHOB, BKJIFOYasA CaMbIC KOPOTKHC.



4. [luToreHeTUUECCKUI aHaJIN3.

[{uToreHeTnuecKoe UCCIeA0BaHNE — 3TO MUKPOCKOITMYECKUI aHAJIU3
XPOMOCOM, PE3YJIbTaThl KOTOPOTO BEChbMa Ba)KHBI ISl IOCTAHOBKM JIMATHO34,
KJIaCCU(UKALMH, JICYCHHUS] U HAYYHOTO MCCIIE0BaHNUs 3a00JIEBaHUI CUCTEMBI
KpPOBH, MPEK/E BCETO — OHKOT€MaTOJIOTMYECKUX. 3HAUEHUE HUTOIE€HETUYECKUX
METOOB JUIsl AMArHO3a U JIEUEHUS ONPEAEIIETCSA JOCTYITHOCTBIO OITyXOJIEBBIX
KJIETOK JIJI1 KAPUOTUIIMPOBAHUSA U UX TETEPOTEHHOCTHIO, @ C HAYYHOU TOYKH
3pEHUS] — BO3MOYKHOCTBIO U3YUCHHS] H3MEHEHHH B CTPYKTYpE U HYHKIIUU
TEHETUYECKUX JIOKYCOB, ACCOLIMMPOBAHHBIX CO 3JIOKAYECTBEHHOU
TpaHcopmarnuein. Mopgosiorus XpoMocoM CHIIBHO BapbUPYET BO BpEMs
KJIETOYHOTO LHKNA. J[JI1 MEKPOCKOIIMYECKOTO aHAIIN3a XPOMOCOMBI TOJIKHBI
OBITh BU3yaJIN3UPOBAHbI KaK TUCKPETHBIE CTPYKTYphl. Hanmmydmum o0pa3zom 31o
JOCTUTAETCs Ha CTaluu pomeTadasbl MUTO3a, KOTJa KaXk/1as XpoMocoMa BHJIHA
KaK JIB€ UJICHTHYHBIE XPOMATHU/Ibl, 1 OCOOCHHO Ha CTaJANHU MeTadasbl, KOraa
XPOMOCOMBI MAaKCUMAJIBHO KOHJICHCUPOBAHBI U PACIIOJIararoTCs B OHOU
IJIOCKOCTH B LICHTPE KJIETKHU OTAEIBHO OJHA OT Apyroi. HopmaibHble KIETKH
YeJIoBeKa CoepkKaT 22 mapbl ayTOCOM M OJHY Hapy MOJOBBIX XPOMOCOM: IBE X-
XPOMOCOMBI Y JKEHIIMH U TI0 OJHOM KOTIHH MOJOBBIX XpoMocoM (X Y) y
MY>KUHH.

JI1s U TOreHEeTUYECKOr0 aHaIn3a JIEUKO30B, MUEIIOAUCIIIIACTUYECKUX
CUHAPOMOB U XPOHUUYECKUX MUEIONPOIU(PEPaTUBHBIX 3a00I€BaHUI UCCIETYIOT
KJIETKH KOCTHOT'O MO3ra. [Ipy HEBO3MOXXHOCTHU UX MOJTYyYEHUS MOKET ObITh
UCClIeIOBaHa KpOBb (€ciiu OHa collepkUT OnacTsl). Llurorenernueckuil anamus
JUM(}OM BBITIOJIHAETCS B KIETKAX TKAHU JTUM(PATUYECKOTO y3Ja.
KynpTUBHpOBaHUE KIETOK U3 OIYXOJIH ITOBBIIIAET MUTOTUYECKAN HHIEKC
(TpoNOpIIHIO KIETOK, HAXOMSIIUXCA B (paze MUTO3a) U CLIOCOOCTBYET
npoiudepanun 310Ka4YeCTBEHHbIX KJIeTOK. CpaBHUTENIbHOE KAPUOTUIIMPOBAHUE

HOPMAJIBHBIX KJIETOK MPpoBOAST B T-mumdorurax nepudepruyeckoit Kposw,



KOTOPBIE NPEIBAPUTENIBHO KYJIBTUBAPYIOT B CPEJI€ C MUTOT€HOM PACTUTEIIBHOIO

IMPOUCXOKIACHHUA — (bHTOFeMaFFJ'IIOTI/IHI/IHOM.



5. OxpanmBaHue XpOMOCOM B reMaToJIoruu (pasien MeIUITuHbI,
U3YYaOIINN KPOBb, OPTraHbl KPOBETBOPEHUS M 3a00JICBaHISI KPDOBH).

B xon1ie 1960-x rogoB Obl1a pazpaboTaHa METO0JIOTHS
nuddepeHIaTbHOTO OKpalrBanusa MeTada3HbIX XpoMocoMm, a B 1971 1.
CO3/IJaHa HOMEHKJIaTypa XPOMOCOMHBIX CETMEHTOB, IMO3BOJISIONIAS] TOUHO
OMKCHIBATH XPOMOCOMHBIE aHOMasnu. [lo31Hee ObUIM BHEIPEHBI METOANKU
OKpaIlIBaHUs MEHEe KOHACHCUPOBAHHBIX M, COOTBETCTBEHHO, O0JI€e TITMHHBIX
npodazHbIX U TpoMeTadazHbIX XPOMOCOM, KOTOpbIE 00J1a1at0T 60Jiee BHICOKUM
pa3penIeHneM, TaK KaK Mo3BOJSIOT Bu3yanu3anuto 500-2000 cermeHTOB
(meTtadazHoe okpanMBaHue BU3yaIn3upyeT ToJibko 300 cerMeHTOoB).
JlocTatoyHO 00JIBIIIOE KOJIMYECTBO MPO(a3HbIX U TpoMeTadaszHbIX KIETOK JJIs
aHajau3a MoJy4aroT MyTeM CUHXPOHU3AIMHU KJIETOYHOTO IIUKIIA, KyJIbTUBUPYS
KJIETKH B CpeJie, CoJIeprKalllel aHTUMETa0oIUT (Harpumep, METOTpeKcar),
kotopsiii mHrHOMpyeT cunte3 JIHK. Tlonapnenue cunre3a JIHK ocranaBiuBaet
KJICTOYHBIN IIUKJI B UHTEpdasze. 3aTeM KIETKU EPEHOCST B cpeny 0e3
METOTpeKcaTa, 000TaleHHYI0 TUMUJINHOM, T/I€ OHU OJTHOBPEMEHHO BXOIST B
dazy muto3a. O6paboTKa KJIETOYHON KYJIbTYpbl KOJIXUIIMHOM OCTaHABINBAET
MHUTO3 OJTHOBPEMEHHO BO BCEX KJIETKaX Ha cTaauu mpodaszsl wiu nmpomeradassbl.
IIepBas cToiikas XxpOMOCOMHAasI aHOMAJIMS TP 3JIOKAYECTBEHHOM OITyXOJIU
yesoBeka Oblia BeisiBieHa B 1960 r. y O0JbHBIX XpPOHUYECKUM MHEIJIONIEHKO30M
U ToJTydnsia Ha3BaHue ¢umnanenbduiickoit xpomocomsl (Ph), mo umenu ropona,
B KOTOPOM OBLIIO CAEIAHO 3TO OTKPHITHE. [[pMeHeHe TEXHOIOTUH
XPOMOCOMHOTO OKpaIlIMBaHUs MO3BOJIUIIO BBISIBUTH MHOKECTBO XPOMOCOMHBIX
aHOMAaJIHI, OOJIBITIAS YACTh KOTOPBIX BCTPEUAETCS MPU OHKOTEMATOJIOTUIECKUX
3aboneBaHusx. HekoTophie KpacUTEIN OKPAIIMBAIOT Pa3IuYHbIC YYACTKU
XPOMOCOM C BapuaOeIbHOW HHTEHCUBHOCTHIO B 3aBUCUMOCTH OT CTPYKTYPBI
XpOMAaTHHA B 3TUX YYaCTKax, MX HyKJICOTHIHOTO U OEJIKOBOTO cocTaBa. B
pe3yJIbTaTe TAKOT'0 OKPAIIUBAHUS MMOJIYYalOT YHUKAJIBHBIN MAaTTEPH
YepeIOBaHUS CBETJIBIX U TEMHBIX IMOMEPEUHBIX MOJI0C, CIISU(MUIHBIN 115

K&)K,Z[Oﬁ XPOMOCOMBI. B HACTOAIICC BPEM CYIICCTBYIOT HCCKOJILKO BU/I0B
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nuddepeHInansHOro OKpamrBanusa xpomocoM. [Ipu Q-okparmmBanuu
AKPUXUH-UIPUTOM (quinacrine) wid aKpUXUHIUTHIPOXIOPUIOM BBISBIISICTCS
0COOBIY THIT (PIIFOOPECIICHITNN KaXKI0M XPOMOCOMBI ¢ 00pa3oBaHueM Q-
ucuepueHHocTH (Q-banding) — momepeunbIx (iIr0opeceHTHBIX MOJI0C,
Ha3bIBaeMbIx Q-monocamiu (Q.-bands). To mo3BossieT UICHTUDUIIMPOBATH
OTJIeTIbHBIE XPOMOCOMBI. AHaNN3 Q-T10JI0C BBITIOJIHSIOT C TOMOUIBIO

(hITFOOPECIIEHTHOTO MUKPOCKOIIA.
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mpuMeHsieTcs Jaiie, 4eM Q-oKkpalrmBaHue, TaK KaK aHAJIA3 BBITOJTHSIETCS C
MTOMOIIIBIO CBETOBOTO MUKPOCKOMA, a G-MOJIOCHI, B OTa4ne OT Q-10J10C, HE
BBII[BETAIOT O BpeMeHeM. Hanbosiee mupoko mpuMeHseTcsi METO/IMKa,
HaspiBaemasi GTG-okpammBaanem (G bands by trypsin using Giemsa), ¢
npeaBapuTeIbHON 00paboTKOM TpuricuHoM. R-03H1uHT (00paboTKa XpoMOCOM
rOpsS'YMM CIIUPTOBBIM PACTBOPOM TEPE]l OKpaliuBaHUueM 1o ['uM3e) BhISBIISET
MOJIOCHI, KOTOpPBIE 00paTHbI G-osiocam 1 Ha3biBaloTca R-monocamu (reverse of
G bands). [Tomumo Q-, G- u R-okpamuBanusi, TO3BOJIAIONTUX BBISBIIATH MOJIOCHI
BJIOJIb BCEH IJTMHBI XPOMOCOMBI, CYIIECTBYIOT METOINKH, CIICIIHATN3UPOBAHHbIE
JUTSL ICCIIETOBAHUS OTACIBHBIX XPOMOCOMHBIX CTPYKTYP, B TOM YHCIIC
KOHCTUTYTHUBHOTO TeTepoxpomaTHa (C-okpaiivBaHie — OT aHTIJI. constitutive),
TenoMepHoro paiiona (T-okpammBanue) u paiioHa SIPBHIIIIKOBOIO OPraHU3aTopa
(NOR-okparmBanue — oT anri. nucleolus organizing region). Pasmeps! u
nosioxkeHue C-1moyioc yHUKaIbHBI JJIS1 KaXKI0M XPOMOCOMBI, HO
MIPEUMYIIIECTBEHHO OHHM BKJIFOUYAIOT IIEHTPOMEPHBIN PAOH W UCTIOJIB3YIOTCS TIPH
UCCJIEIOBAHUH XPOMOCOMHBIX TPAHCIIOKAIIUIA, BOBJIEKAIOIINX IEHTPOMEPHbIE

parioHbI XPOMOCOM.
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6. Kiilmanueckoe 3Ha4eHNUE IUTOTEHETUYECKUX UCCIIEJOBAHUNA.

Juarno3. [IoTOMCTBO KJIETKU ¢ TPUOOPETEHHOM IUTOTE€HETUUECKOM
aHOMAJTUEH MOKET UMETh MPOTH(PEPATHBHOE MPEUMYIIIECTBO U JaBaTh HAYAI0
KJIOHY — KJIETOYHOM NOMYJIALIMU, TPOUCXOIAIIEH OT OJTHOU KIIETKHU-
npenanecTBeHHUIbl. OOHapyKEeHUE KJIOHATBHBIX XPOMOCOMHBIX aHOMAIUN
CHOCOOCTBYET MOCTAHOBKE IMArHO3a KIOHAJIBHOTO MOPA)KEHUSI KOCTHOTO MO3Ta.
Hanpumep, TUTOr€eHETUUECKUI aHAJIW3 TT03BOJISIET YCTAHOBUTH AUArHO3
MUEJIOIUCIIACTUYECKOTO CUHAPOMA Y MALIMEHTOB C YMEPEHHOW IUTONIEHUEN
WJIU TIPU HAJTMYHUH B aClIUPATe€ KOCTHOTO MO3Ta MUHUMAJIBLHO BBIPaKEHHBIX
KaueCTBEHHBIX HapyIIeHUI remMomnod3a. [IpucyrcTBue crienupuiaeckux
XPOMOCOMHBIX aHOMAJIUM MTOMOTAET BBIACIUTH MOATPYMIIBI MAIUEHTOB,
KOTOpBIM TpeOyeTcs cnernuduyeckas tepanus. Hampumep, TpaHciokaius
t(15;17)(922;qll-21) moaTBepxmaeT TMarHo3 OCTPOTo MPOMHUEIIOLIMTAPHOTO
neiiko3za (OMJI — M3), B KOMILJIEKCHOM JIEYEHHH KOTOPOTO MCIOJIb3YEeTCs
peruHoeBast kuciaota. [Ipornos. Pe3ynbraTsl HUTONEHETUYECKOTO aHaIu3a
UMEIOT HE TOJIBKO TMarHOCTUYECKOE, HO U MPOTHOCTUYECKOE 3HAYECHUE.
Hanpumep, 06HapykeHIE MHOXKECTBEHHBIX XPOMOCOMHBIX aHOMAJIUN Y
OOJBHBIX OCTPHIMU JICMKO3aMHU JI0 Havaja JICYCHUS SBISACTCA MPOTHOCTUYECKU
HEOJIaroNpUsITHBIM U CIIY’KUT OCHOBAHHEM J1JIsI BBITIOJIHEHUS TPAHCIIJIaHTAllUN
KOCTHOTO MO3Ta WJIA CTBOJIOBBIX KJIETOK MepudepuuecKkoil KpOBU B MEPBOI
noJHOM pemuccun. KoHTpons pe3ynbraToB neueHus. LlutoreneTnueckuii
aHaJIM3 KOCTHOTO MO3ra MAalMEHTOB MOCJE MPOBEAECHHOTO JIEUECHUS IOMOTAET
KOHTPOJIMPOBATh CTEMEHb 3JIMMUHAIMU OITyXOJIEBOr0 KJIOHA U, CJIEIOBATEINIBHO,
MOJIHOTY peMuccHu. BhIsSIBIIEHHE XPOMOCOMHBIX aHOMAJIUM, XapaKTEPHBIX JJIsI
OMYXOJIEBBIX KJIETOK JAHHOTO MAIIMEHTA, SIBJIIETCS pAaHHUM MIPU3HAKOM,
CBUJIETEIBCTBYIOIINM O MpUOIIKatomemMcst penuause. [{lurorenernueckuii
aHaJIM3 UMeeT OOJBIIOE 3HAUCHHUE B IMArHOCTUKE U JICUEHUU TeMaTOJIOTMYECKUX

3360H€BaHHﬁ, KOTOPOC BCC BO3pPACTACT I10 MCPC COBCPIICHCTBOBAHUA
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METOJIOJIOTHHA U HAKOIUICHUS 3HAHUI 00 YTUOJOTHUYECKON M MTATOT€HETUYECKON

POJI XpPOMOCOMHBIX aHOMAJTUH B PA3BUTHH 3TUX OOJIE3HEH.
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7. MoneKkynsipHO-T€HETUYECKHUE aHATTU3bI.

B oTinune OT HUTOr€HETUYECKOTO aHAIN3a JaHHBIA METO/ MO3BOJIAET
BBISIBUTh U3MEHEHHS B TEHOME Ha YPOBHE I'€HOB, BKIIFOUAsi CAMBIE KOPOTKHE.

Takum oOpa3zoM MOXHO OOHAPYKUTh TOUEUHBIE MYyTallUH,
3aTparMBarollne OTAEIbHBIE HYKICOTUAHBIE nocienoBarenbHoctn JJHK, He
BUJIUMbIE IPU MUKPOCKOITMYECKON BU3yaIN3alud XpoMocoM. C TOMOIIBIO
MOJIEKYJIIPHO-TE€HETUYECKOT O aHAJIN3a TAaK)Ke OOHAPYKUBAKOTCS IETEUN —
OTCYTCTBHUE OT/ACJIBHBIX YYaCTKOB B XpoMocome. VMccnenoBanue npoBOIsT ©
MOMOILBIO PA3JINYHBIX METO/IHK.

HauGoiee nmonynsipHble U3 HUX:

[P, nin nonuMepasHas nenHas peakius. C ee HOMOIIbIO MOXKHO
BBIIBUTH HUUYTOKHOE KOJIMYECTBO HETUITNYHBIX CTPpYKTYyp B JJHK n PHK. Ina
BBIJICJICHHSI HY’KHOT'O Y4aCTKa UCIIOJIb3YETCS] TECHETHYECKUM IETEKTOP —
BBICOKOYYBCTBUTEIIbHASI HCKYCCTBEHHO CHHTe3upoBaHHas matpuna JJHK,
KOTOpas sBIsIeTCs 3TaloHHOW. Ha ee 6a3e mponcxoIuT MHOTOKPAaTHOE
KOIIMpOBaHue NpodieMHoro ydactka. [locne Toro, kak o0paser yBeanduics B
MUJUIHOHBI pa3, MPUCTYMAIOT K €ro BU3yaJIM3alluy U aHAJIN3y Ha OCHOBE
MMEIOLIEHC MT0CIIEI0BATEIBHOCTH.

Merton ob6nagaeT BRICOKOM YyBCTBUTEIBLHOCTBIO — 99% 1
cnenupuyHOCThIO. [IprMeHsieTcs 1J1sl BBIABICHHS YPOT€HUTAIbHBIX MH(EKIUH,
renatuta, BUY, 6oppennosa, sunedanuta 1 MHOTUX Ipyrux. IddexTuBeH
JaXe B TeX CIyvasix, Korja 3a00JieBaHUe HE YCIEeN0 KIMHUYECKH MPOSIBUTHCS;

FISH, nnu meton dayopecuenTHoi rubpunuzanuu. [IpenmyniecTBo
JAHHOTO METOJ1a IIEpe OCTAIbHBIMHU — BO3MOXHOCTb MCCIIEI0BATh TEHOM
HETMOCPEACTBEHHO B 00pasiie Onomarepuana, 0e3 J0MOTHUTEILHOTO
KYJIbTUBUPOBAHUS MOJIEKyJ. [[poBOINUTh aHAIN3 MOKHO Kak B (ha3e JereHus,
Tak U B UHTep(ase, Koraa XxpoMOCOMbI OJTHOCTBIO paCKPYUYEHBI U
JECTPYKTYPUPOBAHBI.

[TpuHIMD MeTO/1a — BBEIEHUE HYKJIEOTHIHOM MOCIEA0BaTEIbHOCTH,

KoMILieMeHTapHoi crienuduueckomy yuactky JJTHK. Takoe cpoactBo momoraer
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HalTH UCKOMOE MOBpEkAeHUE ¢ TOUHOCTBIO A0 100%, a ciennanbHas
dayopeciieHTHas METKa Ha BBEICHHOW MOJICKYJIE TI03BOJISIET OOHAPYKUTh
MIPUCOEAMHEHNE U UICHTU(DUIIMPOBATH TCHOMHBIN 1e(EKT;
MuxkpounnpoBanue. B otimmune ot FISH, duryopecuientaas meTka
ctaBuTCs Ha BoijenaeHHon u3 sapa JJIHK, wiun PHK. Cnenuduueckuit yaactox
MOJIEKYJIbI ITOCIIe KIIOHUPOBAHMS IPUCOCAUHSIOT K OMOJIOTHICCKOMY YHITY,
KOTOPBIN MPEICTABIIACT COOOM MIACTUHKY C YITOPSIOYECHHO Pa3MEIICHHBIMU
monekyinamu JJHK wnm 6enkoB. [IpenmMyiiiecTBo METO1a B TOM, YTO C €T0
MTOMOIIIBIO MOYKHO MCCIIEIOBATh (DYHKIIMOHATBHOCTH OOJIBIIIOTO YHCIIA
JIMarHOCTUYECKHU 3HAYMMBbIX T€HOB B OJJHOM oOpasiie. Meton 3 peKkTuBeH st
onpeneeHuss THOEKIUU JTI0O00H MPUPOBI, aJICPTreHOB, PAa3IMUYHBIX
OMOJIOTMYECKUX BEIIECTB JaKE B CAMBIX HUUYTOXKHBIX KOHIIEHTparusax. He

IMIPUMCHACTCA B Poccumn.
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8. 3akmrouenue.

Ha manHBIIT MOMEHT T€eHETHYECKUI aHaJIN3-2TO JOBOJILHO
pacrpocTpaHEeHHBIN aHaIU3, KOTOPHIN BKJIIOUAET B Ce0s K MPUMEPY
IMUTOT€HETHYECKUM aHaJIN3, IJI€ N3MEHECHHS B TeHOME YEJIOBEKA MOKHO
UIESHTU(PUITPOBATD YK€ HA YPOBHE XPOMOCOM HJIU MOJICKYJISIPHO-
F€HETUYECKUN aHAJIN3,KOTOPBIM B OTJIMYUU OT LIMTOTE€HETUYECKOTO aHan3a
JTAHHBIN METO/I MMO3BOJISIET BBISIBUTh N3MEHEHHS B TCHOME Ha YPOBHE I'€HOB,

BKJIFO49asa CaMbIC KOPOTKHC.
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9. Crucok nuTepaTypHbIX HCTOUHUKOB:

https://vseglisty.ru/analizy/geneticeskij-analiz-na-predraspolozennost-k-

boleznam-cto-eto-komu-delaut-cena.html

https://www.cironline.ru/articles/92407/

https://meduniver.com/Medical/gematologia/citogeneticheskie issledovan

ia v _gematologii.html

https://www.mrtexpert.ru/articles/983
https://kpfu.ru/portal/docs/F1196490575/posobie.po.genanalizu.pdf
https://6m>.opr/index.php/TEHETUUYECKU AHAJIN3
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https://vseglisty.ru/analizy/geneticeskij-analiz-na-predraspolozennost-k-boleznam-cto-eto-komu-delaut-cena.html
https://vseglisty.ru/analizy/geneticeskij-analiz-na-predraspolozennost-k-boleznam-cto-eto-komu-delaut-cena.html
https://www.cironline.ru/articles/92407/
https://meduniver.com/Medical/gematologia/citogeneticheskie_issledovania_v_gematologii.html
https://meduniver.com/Medical/gematologia/citogeneticheskie_issledovania_v_gematologii.html
https://www.mrtexpert.ru/articles/983
https://kpfu.ru/portal/docs/F1196490575/posobie.po.genanalizu.pdf
https://бмэ.орг/index.php/ГЕНЕТИЧЕСКИЙ_АНАЛИЗ

