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O0COBEHHOCTH HEWPOTPOPUYECKON PETYALIMN

U PACNOJOXKEHUE MYTALUWN B TEHE BE/IKA JUCTPOPUHA —
GAKTOPBI, BJAUAIOLIUE HA PASBUTUE, KOTHUTUBHbIX
PACCTPOMCTB Y IETEN U NOAPOCTKOB C MbILIEYHOI

IUCTPOPUEN TIOLIEHHA
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Knrueevie cnosa:

MblliedHass guctpodus JlronieHHa, KOrHUTHBHBIE pPacCTpPOCTBa, OOk

nucTpoduH, HeHpoTpoPuH PakTOp pocTa TOJIOBHOTO MO3Ta.

BBenenue. Muimeunas auctpodus romeHHa
(M) sBasieTcss HACIENCTBEHHBIM pEIECCHUB-
HBIM, CLICTIFICHHBIM ¢ X-XPOMOCOMOH HEPBHO-MBbI-
meYHbIM 3a00seBanneM, crpanaT 1 u3 3500 Ho-
BOPOKICHHBIX MaJIBYMKOB, HpOsiBiIseTcs 3aboiie-
BaHUE MIPOrPECCUPYIONICH MBIIIEYHOH c1ab0CThIO,
aTpoduel MBI Ta30BOIO Mosica, KApAUMOMHOIA-
THEH W KOTHUTHBHBIMHU paccTpoicTBamMu B 20—
30% cnyvaeB. Pa3BuTHe KOTHHUTHBHBIX Hapylie-
Hul y 6onmbHBIX MJIJ] yTsDKeIseT yXo/ 3a MmamnueH-
TOM, OKa3bIBAeT JIONOJHUTEIBHOE OTPULIATEIbLHOE
BIMSHHME Ha IICHX0-3MOLMOHAIBHYI OOCTaHOBKY
B CEMbE U SIBIISIETCS 10 HACTOSAIET0 BPEMEHH JIHC-
KyTaOeJIbHBIM BOIIPOCOM.

Hear wuccaenoBanmusi. OULEHUTH pPOJb HEM-
porpoduHa — (pakTopa pocTa roJJOBHOTO MO3ra U
MECTO PaclOIOKEHHUsI MyTallu B TeHe OejKa auc-
TpodrHA B Pa3BUTHU KOTHUTHBHBIX PacCTPOMHCTB
y JIeTel ¥ MOAPOCTKOB C JIMarHO30M MbIIIEYHOU
nuctpoduu [romenHa.

Marepuajsl U MeToAbl. beto 00cnenoBaHo
24 6ompHbIX MJI/], My>KCKOTO TI0JIa B BO3pacTe € 5
1o 22 net (cpenuuit Bozpact 13,7 net). Koutpomis-
Hylo rpynmy coctaBisiad 30 310pOBBIX UeJIOBEK
(7-22 ner, cpenuuii Bo3pact 13,8 ner). [IpoBoau-
JIOCh KIMHUYECKOE, MOJIEKYIIPHO-TEHETHIECKOe
n nabopaTtopHoe uccienoBanue. Helponcuxoso-
TUYECKOe TECTUPOBAHUE JIJISl ONpENIeTICHUs cTere-
HU BBIPQXEHHOCTH KOTHHUTUBHBIX PacCTPOMCTB
MPOBOJIMIIOCH C YYETOM BO3PACTHBIX OCOOCHHO-
cTeil OOJIBHBIX U OBLJIO OCHOBaHO HAa METOJUKAX U
MPOTOKOJIaX, pa3pabOTaHHBIX paHee M BKIIOYCH-
HBIX B MpakTU4YecKoe 37paBooxpanHenune [CopoknuH
B.M., Kokopenxo B.JI., 2003; bustok A.IL., 2005,
2010; Cemaro H.4., Cemaro M.M., 2005]. Tectu-
pOBaHUE BKJIIOYAJIO B €05l CIEAYIOIINE METOIUKI
JUIS MCCIICZIOBAHUS TIAMSITH: METOAMKA 3allOMHHA-

Hug 10 crmoB; 3amomMuHaHWE 9 reoMeTpHUyecKHux
¢uryp; orcpoueHHoe BocnpousBenenne 10 cioB u
9 reomeTpuueckux ¢uryp; «ABorHoii Tect» Myu-
Huka—CMupHOBa. 11 MCCIIeOBaHUS MBIIIICHUS
ObUIM WCIIONB30BaHBl 2 METOAMKH: «CpaBHEHHE
MOHATUI» W «HAIPaBIICHHbIE BepOalTbHBIE acco-
LUalun»; A8 UCCIEA0BaHHUS BHUMAHUS NpUMe-
HAJIaCh METOJMKa C WCIOJIb30BaHUEM TaluIl
[ynere. Onpenenenue ypoBHsS HeipoTpoduye-
ckoro (pakTopa pocta roioBHoro mosra (OPI'M)
MIPOBOIMIN UMMYHO(DEPMEHTHBIM METOIOM B 00-
pasuax cwelBOpoTkH KpoBu (¢pupma RayBiotech,
Inc). IToporoseie Benuuuns! onpeaencHus OPI'M-
20 nr/mi. [louck genenuii ¥ QyTUTMKAIMNA B TEHE
JUCTpOQHHA C TOMOUIBIO MYJIBTHILICKCHOW aM-
A (QUKAIAA TATUPOBAHHEIX 30HI0B (79 HK30HOB
W TPOMOTOpHAst 00JacTb) U METOIOM MYJIBTH-
IJICKCHOW ToNmMepa3Hoi 1enmHoit peakmuu (20
9K30HOB M NMPOMOTOpHas obaacts). B pabore wuc-
nobp30Banu Habops! 300108 P034 u P035 xomma-
Hun MRC-Holland (Hunepmanaer). Ananus mpo-
BOJMJIM C TOMOIIBIO aBTOMAaTHYECKONH CHCTEMBI
KamuuispHoTO  Anektpodopeza  ABI 3130x1
(Applied Biosystems, USA). BrisgBnenue Touko-
BBIX MyTallnii OBLIIO OCYIIIECTBIEHHO B OT/ETIE MO-
nekynspHoii reHetuku rocruutans Koman (Ila-
pux, OpaHIusa) METOI0M CEKBEHUPOBAHUS CIIETy-
OIIETO TTOKOJICHUS c rocienyromei
Bepuduranueid mo Conmxepy. CTaTuCTHYECKHH
aHAJIN3 OCYIIECTBISUICS C MCIOIh30BAaHUEM TaKe-
ta STATISTICA 8.0 (StatSoft®, Inc., USA).
Pesynprarsl. I1o JaHHBIM MOJEKYJISIPHO-TE€HETHYE-
CKOTO aHaju3a OBUIO BBISABICHO, YTO 8 OOIBHBIX
M/IT vMET MyTalM0 B MIPOKCUMAIBHOM OTIENE
reaa MJIJ] X-xpomocomsl (¢ 1 mo 40 3x30H), 16
O0OJBHBIX B JUCTalIbHOM oTAesne TeHa MJIJ]
X-xpomocomsl (¢ 41 o 79 sx3o0m). Ilo npuHnIHTy
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pPacIoNOXKeHUs] MyTallud B HPOKCUMAJIBLHOM U
auctanbHoM otaene reHa ML X-xpoMocombl
o6onmpHBIe MJI/] OBUTH pa3feneHbl HA OBE TPYTIIILI
coorBercTBeHHO | rpymma (n=8) m Il rpynma
(n=16). Heliporncuxoiaoru4eckoe HcCCiIeI0BaHUE
BBISIBUJIO B 33% cilyyaeB BbIPa)KEHHbIE KOTHUTHB-
HBIE paccTpoiicTBa, B 19% — ymepeHHbIe HapyIIe-
HUS KOTHUTHBHOU cepbl. bbuto oTMedeHo, 4To y
O6onpHbIX Il rpynmbel KOTHUTHBHBIE HapyLICHHS
nMmenu 0ojee BBIPAKEHHBIH XapakTep.

JlanHble ”MMYHO(EPMEHTHOTO aHaIU3a MOKa-
3alli, YTO JMAana3oH 3HaueHUH HeHpoTpoduHa
®PI'M y 60mpHBIX [l TpymIibl HAXOIUTCS B HHTEP-
Basie ot 18650 mo 23750 nir/mu, TJe HUXKHSS Tpa-
Huna nMmeeT 3HaucHUS OPI'M HIDKEe, yeM B KOH-
TPOJIbHOH Tpyne. BoIsBIeHO, YTO KOHLIEHTpaLus
OPI'M uMeeT cTaTUCTUYECKHUE 3HAUMMBbIE pa3iiv-
Yysl B IPyNNax NalMeHTOB C HAJIWYHEM M OTCYT-
CTBHEM KOTHUTHBHBIX pacctpoiicts (p<0,001). B
Ipynne MaldeHTOB C HaJMYueM KOTHUTHBHBIX
paccTpoiicTB HaONIOAaeTCsl CHUIKEHHAs KOHIICH-
tpamust ®PI'M — 23670 [21700; 30720] nr/mn
npotus 32700 [31660; 33750] nr/mMia y naieHToB
0e3 KOTHUTUBHBIX paccTporcTB. s maHHOTO
mokasaressi OblI BBIIOJHEH pacueT abCoJIIoT-

HOTO pucka BapuaHrta tedenus MJIJI ¢ koruu-
THBHBIMU HapyIIEHUSMH, OTHOIIECHHUS MIAHCOB
3Toro pucka u 95% n0BepUTEIBHOTO UHTEpPBA-
Jla OTHOLIEHUA IIAHCOB. MUHHMaIbHBIN PUCK
teueHuss MJI/] ¢ pa3BuTueM KOTHUTUBHBIX pac-
cTpoiicTs, coctaBuBmuii 20% (2 u3 10 manu-
€HTOB) HAOIIOZANIach B rpyIine OOJbHBIX C KOH-
nenrpanueit ®PI'M 6Gonee 31000 nr/ma. VY
O0ompHBIX ¢ KoOHIeHTpamuedr @OPI'M wmeHnee
31000 or/ma puck HeOGIaronpusATHOTO TECUCHUS
coctaBun 75% (15 u3 20 mammeHTOB), MIAHCHI
pa3BUTHUSI KOTHUTUBHBIX PACCTPOMCTB CTaTH-
ctuuecku 3HauuMo (p<0,001) yBeamuuBaroTcs

oonmee ywem 10 pa3 (OTHONmIEHWE IIIAHCOB
Oll=12,0; 95% AW nns OTHOIICHUS IIAHCOB
=[1,9-76.,4)).

3akJaw4yenne. B matoreHese pa3BUTHUS KOT-
HUTHUBHBIX PACCTPOMCTB y AETEH U MOAPOCTKOB
¢ MJIJI moryT ydyacTBOBaTh Takue (PaKTOPHI,
KaKk 0COOCHHOCTH HEHpOTpOpUUECKOU perys-
OWH, TPOSBIAIOMHUECST CHHUKEHHEM KOHIEH-
Tpauuu Heiporpopuna OGPI'M B criBopoTKe
KpOBHU OOJIBHBIX M PACIOJIOKEHHE MYyTallUHU B
reHe Oenka auctpopuHa X-XpOMOCOMBI B JIHC-
TaJIbHOM OTJEJIe.
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