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Ataxcusi-reneanrudkrazus (AT) uam cuHIpPOM
Jlyu-bap sBisiercs TsKeNIbIM HEWPOLEreHEpaTUB-
HbIM 3a00J€BaHMEM paHHEro BO3pacTa, CBs3aH-
HBIM ¢ MyTauusMu B reHe ATM 1 XpOMOCOMHOM
HectabmnpHOCTRIO (XH) [1, 6]. M3BecTHO, 4TO
XpoMocoMHasi HecTabmipHOCTh Tipu AT mopaka-
€T NMPEUMYIIECTBEHHO KIETKH MMMYHHOW cHCTe-
Mbl. [IpuumHBI Iporpeccupyromeil MO3KEeUKOBOU
Helipozerenepanuu 'y 0onbHbIX AT ¥ ee BO3MOX-
Has cBsa3b ¢ XH B Mo3re 0 cUX NOp HE U3BECTHBI.
Panee Obuma BEIIBHHYTA THITOTE3a O TOM, 4T0 XH
MOXET CHEUU(PHUICCKN TTOPaKaTh HEPBHBIC KIETKU
B OT/ZIeJIaX MO3ra, TOJBEP)KEHHBIX HEeHpozereHepa-
1IUH, T.e. B MO3Keuke 00pHBIX AT [2].

JUis  SKCIIepUMEHTAIbHONW TPOBEPKU  3TOU
THIIOTE3bl B HACTOSIEH padoTe mpoBeAeH Mo-
JEKYISIPHO-LINTOTCHETUIECKUH  aHalIM3  0COOeH-
HoctH XH B KJIETKax TOJIOBHOTO MO3ra OOJIBHBIX
¢ AT (mocT™MopTanbHBIe O0Opasia KOpBl H MO3-
keuka). MccnenoBaHne XpOMOCOMHBIX Pa3phIBOB
U aHEYIJIOUJAUU TPOBEJEHO C MOMOIIBI0 MHOIO-
1BETOBOM WHTep(hasHol (moopecueHToi TnOpH-
mu3armn in situ (MFISH), naTepdasnoro xpomMoco-
MOCIENM(UIHOTO MHOTOI[BETOBOTO OKPAIINBAHUS
(ICS-MCB), wummyno-FISH u 6uoundopmaru-
YeCcKOro aHajm3a Kak omucaHo panee [3, 4, 5].
B mosre 6onbHBIX AT 110 CpaBHEHHUIO C KOHTPOJIEM
BBISBICHO 2—5-KpaTHOE yBEIMYCHHE YPOBHS aHe-
YIJIONIMH B Kope 1 Mozxeuke. Kpome Toro, Obl1o
BBIBIIEHO 5—20-KpaTHOE YBEIMYCHHE YUCIA KIe-
TOK CO CHEeUU(UIECKUMU Pa3phIBAMH XPOMOCOMBI
14 B HEpBHBIX KJIETKaX MO3XKEUKa, B TO BPEMs Kak
B JIPYTUX OTJENaX MO3ra XPOMOCOMHBIE Pa3pbIBBI
He HabOmromaaucek. Meronom ICS-MCB 6nu1o mo-
Ka3aHo, 4TO B KJIETKaX IojIoBHOro Mo3ra mnpu AT
BBISIBIIAIOTCS CIENN(UUECKIE MapKephl TEHOMHOM
HECTaOMIIBHOCTH, CBSI3aHHBIE C HAPYLIEHUEM IIpO-
neccos penapanun JJHK, cerperaruu xpomocom u,
Mo-BUAMMOMY, anonTo3a. B uactHocTH, B 5—15%
KJIETOK BBISBJISINCH HECITydYaiHbIE XPOMOCOMHBIE

paspeiBel B XpoMocomax 7,14 u X. AHOManbHBIN
AHEYIUIOMHBIH XPOMOCOMHBIN Ha0Op M JIOTOJIHHU-
TEJIHBIE XPOMOCOMBI C pa3pblBaMi HaOJIOIAIINCh
B 40-70% KJIeTOK TONBKO B MO3Keuke. MIMMyHO-
FISH mnoxasan, 4ro momasisiroliee OOJIBITMHCTBO
kietok (Gomee 80%), B KOTOpBIX HaOIIOANACH
XH moryT npeacTaBisiTh cO00W He3pelble KISTKH
IlypkuHbe, KOTOpBIE SIBISIOTCS MUIIEHBIO HEHpoO-
nerenepuriuu npu  AT. Tlpumenenune ICS-MCB
MIO3BOJIMIIO KAPTUPOBATH PEKYPPEHTHBIE TOUKH pa3-
pbIBa HHTEP(A3HBIX XPOMOCOM, CBSI3aHHBIE C MO3-
KEUKOBOH HelfponereHeparmeit mpu AT, B yuacTkax
Tpl4, 14q12, Xp22.1, Xp22.3. C nomoIpo OHouH-
(hopMaTHUecKnX TEXHOJIOTHH (aHaln3a T€HOMHBIX
W SIUTCHETHYECKNX 0a3 JaHHBIX) OBUIO MOKa3aHo,
yTO B y4acTtke 14ql2, pacnonoxeHbl I'eHbl-KaHIu-
JIaThl, KOTOPBIE, BOBMOXKHO, SIBISIOTCS MUIICHSIMU
XH mpu AT — FOXG1B u NOVAL. Jlpyrue Touku
Pa3pbIBOB HE COAEPIKAT CrIelM(PUIECKUX TEHOB-MH-
HIeHEeH, OIHAKO OHM PACIIOJIOKEHBI B y4aCTKaX JIOM-
koctu xpomocom — FRA7C, FRAXB u FRAXC.
CrnenosarensHO, TeH AT (ATM) MOXeT perymupo-
BaTh CTAOMIIBHOCTH CATOB JIOMKOCTH.

[lomyueHHble  NaHHBIE  CBHJICTEIHCTBYIOT
0 TOM, YTO CEJEKTHBHAs MO3aW4Has SKCIPECCHs
XH B MO3:K€UKEe MOXET SBISATHCS OCHOBHOH MpH-
yuHOM Heiponerenepanuu npu AT. Ilpumene-
HHE KOMIIJIEKCA MOJIEKYISIPHO-INTOTCHETHYECKUX
1 OMOMH(GOPMATHUECKUX TEXHOJIOTHHA TIO3BOJISIET
MIPOBOANTE MOHUTOPUHI T€HOMHOH HECTaOMIIBHO-
CTH U KapTUPOBAHUE T'CHOB-MHIICHEH B HEPBHBIX
KJIETKaxX TOJOBHOTO Mosra. Takum oOpazom, AT
MOXKET paccMarpuBarhCsl B KQUeCTBE a/IeKBaTHOM
TEHETUYECKONH MOJIENN AJIsl BBISIBICHHUS POJIM He-
CTaOMIBHOCTH T'€HOMA B IIATOT€HE3€ HEBPOJIOTHye-
CKUX U HeWpo/ereHepaTUBHbIX 3a00IeBaHUM.
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