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AHHOTANUSA
B nocnennee BpeMs, HECMOTps HA TO, YTO UMEETCS 3HAUYUTEIIBHOE KOJIMYECTBO
pab0T, TOCBAIICHHBIX B3aWMOCBS3M JTHOJIOTHH TI'eMOOJIAcTO30B C BO3JICHCTBHEM
Pa3IMYHBIX HJIOTCHHBIX M AK30T€HHBIX (PAKTOPOB, AKIEHT B OHKOAHICMHOJIOTHU
JenaeTcss WMEHHO Ha MOJCKYJSIPHO-TGHETHYECKHe OCOOSHHOCTH HE TOJBKO
reM001acTO30B, HO ¥ OOJBIIMHCTBA APYTUX JIOKUTU3ALIUM.
KuarwoueBsbie ciaoBa: reM061acT03, ieueHue,hakTop, Iuaru03, reHeTUKa, METO.

BBEJIEHUE

N300perenne Merona MOJEKYJSIPHO-T€HETHYECKOTO aHajiu3a MoKa3ajo, 4To B
OOJBPIIMHCTBE CJIy4yaeB OIyXoJieBas TpaHCPopMaIs KIETOK MPOUCXOANT B
pe3yJbTaTe KOMIUIEKCa MyTaluid. | eHeTHIeckre aHoMaJIny U3MEHSIOT (PU3HOJIOTHIO U
OMOJIOTUYECKOE MOBEICHNUE KIIETOK, ONpPEeNsis ypoBeHb 0J10Ka ee Tu(PhepeHIINPOBKY.
BcnenctBue 9TOro  MHOTME TEHETHYECKHME abeppamr  acCOIMHUPOBAHBI  C
OTIpeICICHHBIM UMMYHO(EHOTHUIIOMOITYX0JICBOM KJIETKH. B 1€0610TE OCTPHIX JIEHKO30B
pa3JIMYHbIE XPOMOCOMHBIE aHOMaJMU BbIABIISIOT B 40—60 % cityuyaes.

MATEPHUAJIBI U METO/bI

CoBpeMeHHAs ITUTOreHeTHKA OepeT cBOe Hawao ¢ 1956 r., kornaTjio u Levan
YCTAHOBUJIM MCTUHHOE TUIUIOMAHOE YHCI0 XpOMOCOMB KJIETKAX YeNOBEKa, paBHOE
46, u onucaM OCHOBHbIE MOP(OJOTHUUECKHE XaApAKTEPUCTUKU XpOMOcOoM. B 1960 r.
OblI OmHMCaH TIepBBIA TeHeTHUeCcKWii Mapkep oOmyxomu — Dunanensuiickas
xpomocoma (Ph-xpomocoma). Ona Obuia OOHapyxkena wucciaemoBareasimu Novell u
Hunderford B Mmeradazubix miacTuHkax, MOTYyYEHHBIX MPU KyJIbTUBUPOBAHUHN KIIETOK
KpOBM MAIMEHTOB C XPOHUYECKUM MHUEIOUIHBIM JIeHKO30M. CTaHmapTHas
IUTOTEHETHKA B HACTOsSIIEe BpeMs MNpONOIDKAET Urparh BeAyllyl0 pOib B
TEeHETUYECKOM aHau3e OmyxOJeBbIX kiaeTOk. Omnak0 mo psay npuunH B 30 %
CIIy4aeB HE yAaeTcs MOJy4YUTh KaueCTBEHHBIC Mpenaparbl MeTadasHbIX TUIACTUHOK,
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TaK)Ke METOIOM CTAHAAPTHOW ITUTOTEHETHUKHA HE BO3MOXKHO BBISSBUTH KPUITHYCCKUE
TpaHciIOKaIuu (Hampumep, Takue, kak t(12;21)TEL/AMLI) [1].

PE3YJBTATBI U OBCYKIAEHUE

Hekortopble HEXOMKKUHCKHE TUMGOMBI B CBOEM MATOTE€HE3€ TECHO CBS3aHBI C
MOJICKYJIIPHBIMU JIeheKTaMu, KOTOPhIE MOTYT UMETh JUArHOCTUYECKOE 3HAa4YCHUE.
[IpyumMepoM IUATHOCTUYECKU BaXXHOW HECIYYaWHOM TPAHCIOKAIMM, CBI3aHHOU C
auM@pomMaMu 13 KJIETOK 30HBI MaHTHH, MOXeT ObITh t(11;14)(ql13;q32), B pe3ynbTate
KOTOpOH BO3HUKAET cBepxdkcnpeccus bel-1 (mukmma D1/PRAD 1) [2].

[Tpumepno 85-90 % Bcex GOMMKYIAPHBIX JHUM(POM XAPAKTEPHUIYECTCS
HECTyJaiiHOH TeHeTndeckOW anomammern — 1(14;18)(932; 21). B pesynbraTe
HACTYMAET EePEryJsius SKCIPECCU HOpMaIIbHOTO T'eHa, pacnonaratomierocs Ha 18-i
XpOMOCOMe, u3BecTHOr0 kak bcl-2. 3tor ren kommpyer 26 kJla OenOk siepHOit
MeMOpaHbl U SHAOIIIA3MATHYECKOM CeTH, KOTOPBIM ¢ MOMOIIBI0 OKA HEU3YYEHHOTO
MEXaHu3Ma He NaeT MOTMOHYTh KJIeTKe myTeM amnonTto3a. Ceepxakcmpeccusi bel-2B
KJIeTKaX (QOIMKYISIpHONH JTUMGOMBI O0SCTIeYMBACT YIJIMHEHUE BPEMCHH JKU3HH
OMyXO0JICBBIX KJIETOK, MPEISITCTBYS MX MPOrpaMMHUPOBAHHON rubenn. TpaHcioKamms
bcl-2 He sBseTCS MTATOrHOMOHUYHOM 1S (HOJLTUKYIJIIPHBIX TUM(POM U BCTPEUASTCS B
HEKOTOpbIX ciydasx Auddy3Hbix B-knerOunbix sguM@pom. JIuarHocTuuecku
MPOTHOCTUYECKU BAKHOU siBIsieTcs Tpancaokauus t(2;5)(p23;q35), xapakrepHas st
AHATUIACTUYECKUX KPYMHOKJIETOUHBIX TUM(POM. Tpancaokaius BeJeT K CAUSTHUIO TeHa
Hykiaeopocmuna (NMP) u rena kunassl anaractuyeckoi nmumdomsr (ALKT). 310
MPUBOANT K CHHTE3y XMUMEPHOTO Oekad, KOTOphI OOHAPYKMBACTCS B 3HAUMTEILHOMN
YACTH CTy4aeB AHAMIIACTUYCCKUX KPYIMHOKICTOYHBIX JIUMQPOM.

Hpyrumu mnpumepamu  siBisiercss  tpacinokamus  bel-3 - 1(14;19) (932;913),
OOHApy>keHHAs B TUMQPOIUTAPHBIX TUMPOMAx; nepectpoiika bcl-6 B quddysupix B-
KJIETOYHBIX KPYMHOKJIETOYHBIX TUM(OMax; mpecTpOiika C-myc, csizanHas ¢ t(8;14)
(q24;q32) B mumdomax bepkurra; pax-5 tpanciaokanumsa t(19;14)(pl3;q32),
BBISIBIICHHAS B JTUMGOIIa3MOnuTapusix; bel-10  mepecTpOiika,  BHISBICHHASB
MALT-mumpomax mpu t(1;14)(p22;032) wiam npyroii reHernyeckuii nepekt MALT-
aumdom — t(11;18)(q21;921), B pesyapTare KOTOpOro3KcIpeccupyercs adeppaHTHBIN
npoteun AP12-MLT [4].

3AKJIFOYEHHUE

B 3akimtoueHue cieayer OTMETUTh, YTO HEPEAKO KIMHHYECKAas XapaKTEepPUCTHKA
OITyXOJIEBOTO Mpolecca (B MEPBYIO OUepeib, JOKATU3ALKSA) MOXKET UMETh KIHOUEBOE
3HaueHne B AuddepeHIuaIbHO  IMAarHOCTHKE, TOCKOJIBKY HE  TOJIBKO
MOpQoJIOTHUECKHE MPU3HAKUA TUMGPOM, HO U UMMYHO(DEHOTHUIT OMYXOJIEBBIX KJIETOK
HECTeIM(PUIHBI, a MOJCKYJIIPHO-TCHeTHUYECKU aHajdn3 HEBO3MOXEH H3-3a
paspyuienust JIHK npu ructosnorudyeckoid o0paboTke OMONCUPOBAHHOM TKAHW WIIU
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HepocTtyneH. HeoOXonuMoO TOMHHUTB, 4YTO CBSI3b  MEXKIAY LIUTOJIOTHYECKOMN
XapaKTEPUCTHKON COCTaBa OIyXOJU (Tak Ha3plBa€Masi TUCTOJIOTMYECKAS] «CTEIEHb
37I0KQYECTBEHHOCTH» HEXOUKKUHCKUX JIMM(OM) U TeueHueM 3aboJieBaHusl HE ObLia
oOHapyXeHa, MOATOMY KIMHHYECKasl NPaKTHKa TpeOyeT TOYHOTO HO30J0THYECKOIro
JIUarH03a o0IyXx0JIEBOW TKaHW, HA OCHOBAHUM WHTETPUPOBAHHOIO T'MCTOJIOTMYECKOTO,
MMMYHOTUCTOXUMHUYECKOTO, & B HEKOTOPBIX CIIy4asX U MOJIEKYJISIPHO-T€HETUYECKOT O
HCCIJIEIOBaHM OIIyXO0JIEBOTO cyOcTpaTa.

YcTaHOBneHNE MOJIEKYJISIPHBIX MEXaHU3MOB JIEHCTBUS PA3IMUHBIX (DEPMEHTOB,
CTPYKTYpbI T€HOMA 4€JIOBEKA, )KUBOTHBIX U PACTEHUM ABUIOCH OCHOBOIOJIArarOLIEH
peBOmonied B OMONIOTMHU, KOTOpas OK&KET pellaloliee BIMSHHAE Ha pPa3BUTHE
MeauuHbl  XXI Beka. OTKpbIBAIOTCA THICAYM T€HOB, YCTAHABIMBACTCS UX
(GYyHKIMOHATBPHOE 3HAUEHUE W POJib MPU PA3IMUYHBIX 3a00JIEBAHUSAX, MOSBISAIOTCA
YHUKQIbHBIE BO3MOXHOCTHU JUIS BBIICHEHMs INPUYMHBI MHOTHUX HACJIECACTBEHHBIX U
OHKOJIOTHYECKHUX 3a00JIeBAHUHN, /1711 MOHUTOPUHIA OKPY’KAIOLIEH cpeibl, OKuAaeTcs
CTPEMUTENIbHOE pa3BUTHE (PAPMAKOT€HETUKH U MPOTHOCTUUECKON MEAUIIMHBI.
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