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B pamxax pabomot Illkoast o0cyncoasace ungpopmayus
0 cea3u deaeuuu 1-ii Xxpomocomol He MOABKO ¢ Helipodaacmo-
Mmoil, Ho u ¢ aymuzmom. Tax au smo? H ecmo au dpyeue 3a-
boaesanus, ces3annvle ¢ SMum cuHopomom?

Omeem

HccnenoBanuii, TOCBSIIEHHBIX aCCOIIMAIIMN ayTU3Ma
U 3JI0Ka4eCTBEHHBIX HOBooOpaszoBanuii (3HO) y merei,
HeMHoro. Tak, peTpoCIeKTUBHOE MCClIeI0BaH1e, TTPOBe-
neHHoe B YHuBepcuteTe CeBepHoit KaponamHbI 3a iepron
1997—2007 rr. moxasajo, 4TO YacToTa ayTu3Ma y MalleH-
toB co 3HO cocraBuna 1 % (7/702 60abHBIX), UTO COOT-
BETCTBOBAJIO YACTOTE BCTPEYACMOCTHU JAHHOTO COCTOSTHUS
B o61ieit momysiiuu aeteii 8 et (0,65 %, p = 0,35) [1].
[1pu 5TOM ayT3M He OBLJT BBISIBJICH HU Y OAHOTO pebeHKa,
cTpamarolero Heiipooractomoit (HB) (n = 51).

TeM He MeHee B OCJICTHME TOABI ITPOBEICHBI KPYITHBIC
HCCIIeI0BaHMsI, HallpaBJICHHbIC Ha ITOHMMaHUE T'eHEeTH-
YECKMX MEXaHU3MOB, JIEKAIIMX KaK B OCHOBE Pa3BUTHUS
psiia MICUXU4YeCcKNX 3a00JIeBaHMI, BKJIIOYast pacCTpoiicTBa
ayTUCTUYECKOIO CIIeKTpa, TaK U B oCHOBe pa3Butusi Hb.
B xome »TuMX MccienoBaHU BBISIBICHBI JOKYCHI, OTBET-
CTBEHHBIC 32 TTOBBIIIICHHBIN PUCK Pa3BUTHS KaK ayTU3Ma,
Tak 1 HB. [1pu aTOM B psifie caydyaeB OTMEUYEHO, YTO OIUH
U TOT XK€ JIOKYC MOXET MOAU(PUIMPOBATH PUCK (POPMU-
pOBaHUs IBYX YKa3aHHBIX Bblllle 3a00eBaHuii. [locnen-
Hee, B CBOIO o4epellb, OOBSICHSECT BO3MOXKHOE HAIMUME
PacCTPOMCTB ayTUCTUUECKOIO CIEKTpa y YacTU MallMeH-
ToB ¢ Hb.

Tak, moka3zaHo, 4To mejenuu jJokyca 1q21.1 oTer-
CTBEHHBI 3a Pa3BUTHC YaCTU CJydaeB ayTH3Ma M Hapylle-
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HUII HEHPOKOTHUTUBHOTO pa3BUTHSI, MUKpolehalnu,
JINIIEBBIX TUCMOPGU3MOB, TAKMX KaK BRICTYHAIOIINIA JT00,
IyOOKO TTOCaxkeHHBIE TJ1a3a M KPYMHBIN HOC, ¥ TIOPOKOB
pasButus [2, 3].

[MapanenabHO C 3TUM NPOBOAUINUCH PAOOTHI IO U3yYe-
HUIO BKJIaJa TeHEeTUYeCKUX (pakTopoB B (hopMUpOBaHUE
HB. Uccnenosarensamu u3 derckoro rocrmrans Puia-
nenwdun (Children’s Hospital of Philadelphia) mox pyko-
BoacTBoM JIxkona Mapuca (John Maris) mHULIMMPOBaHBI
KPYITHBIC HMCCIeAOBaHMSI, OCHOBaHHBIC Ha TEXHOJIOTUM
MOJIHOTEHOMHOTO aHanm3a accoumauuii (Genome-Wide
Association Studies, GWAS), 1isi BbISIBI€HUSI TeHETUYE-
CKMX TIOJMMOP(MU3MOB, TTOBBIIIAOIINX PUCK DPA3BUTHUS
HBbB y nereii. [lokazaHo, 4To ciopaguyeckue HeHacsemd -
cTBeHHbIe ciaydyan HDB SBISIOTCS CIOXHBIM TeHETHYE-
CKMM 3a00JIeBaHMEM, TIPU KOTOPOM IOJIMMOp(U3M psida
aJIiesieil CIrocoOCTBYET OMyX0JIeBOI TpaHchopMaunu [4].
OTMeUYeHO, UTO B OCHOBE ITOBBIIIIEHHOTO PUCKA Pa3BUTHS
HDB moryT nexarb He TOAbKO OAHOHYKJIEOTUAHBIE TTOJIU-
Mopdu3MBI, HO U Bapuaiuu yncia konuit (Copy Number
Variation, CNV). Hb crana nepBbiM 3a0oeBaHuEeM, Ha
npuMepe KOTOPOro ObUIO MOKAa3aHO, YTO FepMUHAIBHBIE
MUKpoaeaeuun B jokyce 1gq21.1 OTBETCTBEHHBI 3a P
CTIOpaaWyecKrX ciydaeB 3a0ojieBaHUs. YIIIyOJeHHBIC
MOJIEKYJISIPHO-TEHETUIECKIE MCCICIOBaHUS TIPOIEMOH-
CTPUpPOBAIM, YTO B JAHHOM JIOKyCE pacIiojaraercsl reH
NBPF23 (Neuroblastoma Breakpoint Family, member 23),
MPY 3TOM TeMU3UTOTHBIE ACJICIIMN PEerMOHa, B KOTOPOM
pacIiosioXeH JaHHBIN I'eH, MOBBIIIAOT pUcK pa3Butus Hb
[4, 5]. BenKoBBIif MPOAYKT JAHHOTO IeHa 3KCIPECCUPYeT-
cs1 peTalbHBIMU KJIeTKaMUu, (POPMUPYIOIIMMU BELIECTBO
TOJIOBHOTO MO3Ta M CUMITATUYECKYIO0 HEPBHYIO CHCTEMY.
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TakuM 00pa3oM, yKa3zaHHBbIE BBIIIE JAaHHBIE CBUJE-
TEJLCTBYIOT O TOM, 4YTO naejienus Jiokyca 1q21.1 moBbI-
IIaeT KaK PUCK Pa3BUTHUS PACCTPOUCTB ayTUCTUYECKOTO
cnektpa, Tak 1 HB. OmHako, mo-BuamMoMy, abCOITIOT-
Has 4acTOTa BCTPEYAEMOCTU JAHHOW aCCOLMALIMU Kpaii-
He Hu3Ka. TeM He MeHee B Halllell pakTUKe ObLT Ma-

Borpocy [6].
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OUEHT paHHETO Bo3pacra ¢ Aeienmeil jgokyca 1q21.1,
noayvyaBluii JedyeHue mo nosoay HbB. bosee moapo6-
HYI0 MHOOPMAIINI0 0 TEHETUUECKOI MpeapacIIoloXeH-
Hoctu K HB yuTtarenu MoryT mojiyuyuTh B HEAABHO BbI-
IIEAIIEN CIIeMaIbHON CTaThe, MOCBAIIEHHOW TaHHOMY
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