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Bonanapaa HelipoMeTaboMMK Typa UPCHHIAHMII YCTUAAH TEKIIUPHII YTKa3wian. TeKuMpuiIyBun onnanapaan
18 Ta X0naTHa ayTOCOM-PELleCCUB Typ/a HACIaH HAC/ra YTHINra MOHMIIIMK OOpJIMTY aHUKIAHIY, Iy MaKcaana Oomna-
Jlapra MOJISKYJIsIp TeHeTUK, Onoxumuk Ba MPT Tekmmpysnapu yrkazuwnan. Tekmumpuin yTkazunaérran 6eMopiapumMms-
Jia JIEHKOAUCTPOUSIHUHT SHTY MIAKIUIApH aHUKJIAHIU Ba yHIOy GeMopiiap COHMHUHT YcaéTraHn KMECHi Talixuciamna

axaMusTra ora.

Kanut cy3nap: relipomemabonux mypoacu upcuiianuul, aymocom —peyeccus mypoacu upcuiianuut, Kuécuu

mawxuciaaul.

Investigated neurometabolik types inheritarce of children. In the family pairs only in the 18 cases, took place at
the predisposition to autosom-recessive used molecular genetic method, biochemical and MRA examination. Our
patients were found new forms of leucodystrophy and the number of such patients increases that must be considered in

the differential diagnosis, especially burdened families.

Key words: neurometabolik types inheritarce, autosom-recessive inheritarce, differential diagnosis.

AxTyanbHocTh. HacnencrseHHsle HapyIIeHHs
MeTa0oNM3Ma WM HacleACTBEHHbIE O0Je3HH oOOMeHa
BemecTB (HBO) - oauH 13 oOIIMPHBIX KIaccOB Hacien-
CTBEHHBIX MOHOTEHHBIX 3abojneBaHuii. IlomaBmsromiee
OOJIBIIMHCTBO 3THX 3a00JeBaHNH 00YCIIOBICHO MYyTallH-
SIMH B T€HAX, KOAUPYIOIINX (EPMEHTHI, HO TaKKe B 3TOT
KJIacC BKJIIOYEHBI HEKOTOpBIE A€(EKTHI TPAHCIIOPTHBIX M
cuTHANBHBIX O0enkoB.[2, 4] Cpenu Bcex HBO cymecTBeH-
HYIO JIOJIO COCTaBJIAIOT 3a00JIeBaHMs, MPOTEKAIOUINE C
MOpaXEHHEM HEPBHOM CHCTEMBbI, KOTOPBIE H 00BEANHSIOT
B rpymnmy Helipomerabommyeckux 3abosesanuit (HM3).
JlmarHocTuka IaHHOM TpyHsl 3a00I€BaHUIl TOCTaTOYHO
CIIOKHA B CBSI3M C PEIKOW BCTPEUAEMOCTHIO OTIEIBHBIX
HO30JOTMYECKNX (OPM, BBIPAKEHHBIM KIMHIYECKUM
pa3HooOpa3neM 1 reHeTHIECKUM TOITHUMOP(HU3MOM.

MaTtepuaa U MeToAbl HccaegoBanus. O6caeno-
BaHO 100 manueHToOB ¢ MOA03PEHUEM Ha HACIIEACTBEHHbIE
3a00JIeBaHUs, 3TO YKa3bIBaeT Ha CYIIECTBEHHYIO IOJIIO
HM3. 13 o6cnesoBaHHBIX HAMU MAITMEHTOB B 18 ciyydasx
3a0osieBaHUsI HOCHJIM CeMeHHbIH Xapakrep ( znetu ot 1
roxa 10 15 ner). IIpoBeneHO KIMHUYECKOE, Pa3sBEpPHYTOE
HEBPOJIOTHYECKOE 00ciIeoBaHne Bcex MpoOaH/oB, cTpa-
nmatormux HM3 mo crargapTeeM MeToaukaMm. KoHCyib-
Tallid CIEeNUATHCTOB (0QTaIBbMOJIOT, OTOJAPUHTOJIOT).
Mennko-reHeTHIeCKOe KOHCYIBTHPOBAHNE OCYIIECTBIIS-
JI0Ch Bpadamu reHetukamu. KoMmiuiekcHoe obceoBanne
OOJBHBIX BKJIIOYANI0 HeHpodH3uoIorudeckue (dJIeKTpo-
sHuedanorpaduieckoe, 3JIeKTpoHEHpOMHUOrpaduiIecKoe
UCCIICIOBAHMSA, 3pUTENbHBIE, KOPOTKO-JIATCHTHBIE U
JUIMHHO-JIATCHTHBIC BBI3BAHHBIC IOTEHIMANBI, TOHAJb-
HYI0 U MOPOTOBYIK ayAHOMETpPHIO), Heilpopaauoaoruue-

ckue (MPT/KT romoBHOro Mo3ra), OMOXMMHYECKHE H
MOJIEKYJISIPHO-T€HETHUECKUE METOIBI.

Pe3yabTaT MccieaoBaHus. AHAIN3 POJIOCIOBHOMH,
SIBIISICTCS. HEOTHEMJIEMOH dYacThio auddepeHInanbHOR
nuarHoctuku HM3. Oxono 88% HM3 Hacneayrortes 1o
ayTOCOMHO-perieccuBHOMY THITy. Hamu ObUT IpoBeneH
aHaJIM3 TUIIOB HACJIEIOBAaHUWS IO JaHHBIM JIMTEpaTyphl B
TpPeX BO3PACTHBIX IMEPHOAAX IO BCEM HO30JOTMYECKUM
¢dopmam, BomenmUM B HccienoBaHue. [lokazaHo, d9TO
HanOospIee Ynuciio 3a00JIeBaHN HACIEAYIOTCS IO ayTO-
COMHO-PELIECCUBHOMY THUITY, 4TO XapakTepHo 11t HBO B
IL[EJIOM, HO TIPH 3TOM, C BO3PACTOM YBEITHYHUBAETCS YUCIIO
¢dopM, HacleIyeMBIX 0 ayTOCOMHO-IOMHHAHTHOMY H
MHUTOXOHJIPHAJIBHOMY (LIMTOIUIa3MAaTHYECKOMY) THILY.
Otu 3a00€BaHUS TOTHOCSTCA K TPYIIE MHTOXOHIPH-
aJbHBIX 3a0o0yieBaHUN (pa3audHbie (HOPMBI MPOTPECCH-
pytoieit opTaapMorerun, 1eeKThl IbIXaTeIbHOH HenH
MHUTOXOH/IpHH), HApyIIeHNs1 0OOMeHa remMa U nopQupuHa.

JlomuHaHTHBIE 3a00JIeBaHUsI PEOOIAIal0T CPEear
HAcJIEJCTBCHHBIX MOHOT'CHHBIX OOJIe3HEeH YelloBeKa, HO
He xapaktepHel Juii HM3, B panHem Bo3pacTe goMu-
HaHTHbBIE 3a00JieBaHUSI OOYCIIOBIEHBI MYTAlMsSIMH, BO3-
HUKAIOMKAMHU denovo.

W3 100 obGcrnemoBaHHBIX HAMH MAIHEHTOB IOCTY-
MIIJIO B CTAI[IOHAP C HANIPABJISIONINM JHATHO30M Hace.-
CTBEHHOTO HelpojereHepaTuBHOTO 3aboneBanus 11%
OONBHBIX, C aAWarHo3oM Jeiikomuctpopus 7%. Bce
OCTaJIbHBIE TALMEHTHl HAOIIONANCh 110 MECTY JKUTEIb-
CTBa C Pa3HbIMU KJIMHUYECKHUMH JUArHO3aMU, OCHOBHBI-
MU CpeJH KOTOPBIX SABJISUIUCH: HOCNEACTBUS IEPUHATAIIb-
HOTO TOpakeHHsT HepBHOH cucteMbl (25%), HelpouH-
¢dexunst (39%), mociencTBus BHYTPUYTPOOHOH HHpEK-
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i (4%).

OpnHako TpW aHAJIM3e Je0I0Ta MOXKHO OTMETHTH
cienyromiee: B OompmHCTBE ciaydae (71%) 3aboneBanue
MaHHu(]ecTHpoBalo Ha (poHE MOIHOTO 3IOPOBBS IMOCTE
Pa3IUIHOTO 1O TPOJOJDKUTEIBHOCTH IIEpHoJa HOPMallb-
HOTO Pa3BUTHSA, TONBKO y 20% OGonbHBIX MaHH(ecTays
OCHOBHBIX KIIMHHYCCKUX CHMIITOMOB OBLIa YEeTKO CBs3a-
Ha ¢ uHQeKuen - 16% wim Bakunanueit - 4%.

W3 namero HabironeHust cieayeT, YTO JAWAarHo3
HM3 Henn3st HCKIIOUNTD, JaXe eCad Ae0r0T 3a00/IeBaHus
CBs3aH C Pa3IMYHBIMH SK30TCHHBIMU (DakTopamu (UH-
¢dexus, BakmuHanusa, YMT u npyrue) U HEoOXOAUMO
JIUHAMHAYECKOE HaAOJIIOLEHNE M TINATEIbHOE 00CiIenoBa-
HHE KaXAOTO OOJBHOTO C KIMHHYCCKHIMH IpHU3HAKAMHU
MIPOTPECCUPYIOMIETO TIOPAKEHHUS HEPBHOW CUCTEMBI.

Bospact nebroTa - oOuH U3 BaXHBIX KPUTEPUEB B
mudepeHraIbHON TUarHOCTHKE HACIEACTBEHHBIX 3a-
OoneBaHmil. MoJeKysIpHBIE MEXaHHW3MBI TaTOTeHE3a,
JIe)KaIllke B OCHOBE ITATOJIOTHH, BO MHOTOM OIPEICIISIOT
CPOKH TMOSIBJICHHS TICPBBIX KJIMHAYCCKUX MPU3HAKOB. Tak
HacCJICICTBEHHbIC HapyIICHUS, CBSI3aHHBIE CO CHUKCHUEM
aKTHBHOCTH (pepMeHTOB (To ecTh OoipuimHcTBO HM3), B
40% cnyuaeB aebroTupyrotT a0 1 roga. [Ipu 3Tom cpoku
Hadaxa OOJIE3HH 3aBUCAT OT (PH3HOJIOTHIECKOTO 3Hade-
HUS TOPaKEHHOTO METa0OIMYECKOTO IIYTH, CKOPOCTH
HAKOIUICHHWsI CyOcTpaTa  OJIOKMPOBAHHOW  pEaKIWH.
Hanpumep, HapymeHHS MEKYTOYHOTO U SHEPTeTHIECKO-
ro Merabonm3Ma (aMHHOKHCIIOT, OPTaHWMYECKUX KHCIIOT,
YTJIICBOIOB) MPOSBIIOTCS B HEOHATANBHBIA IEPHOM, a
nedektsl karabonmzma Makpomodiekyn (JIBH) - mocne
MIEPBOTO Iojia KU3HHU.

Paznmmuus B cpokax Mmanupecrarmmun HM3, o06y-
CJIOBNIEHBI 00mMM cBoiicTBOM Bcex HBO - reneTnyeckoii
reTepPOreHHOCTHI0, CIEACTBHEM KOTOPOW SBISETCS KITH-
HUYECKUH MOTUMOPPU3M.

Cpemun HM3 Gomnpiroe yrcio ¢GopM COMpoOBOXKIA-
IOTCSI TIOPaKEHHEM OeIloro BellecTBa TOJOBHOTO MO3Ta.
Juddepennnancaas TUarHOCTHKA 3TOW TPYMITEI 00Ie3-
HEll Ha KIMHWUYECKOM YPOBHE CJIOXHA, IMOCKOJBKY BCE
OHH COTIPOBOXKIAIOTCS CHMIITOMOKOMILIEKCOM MOpaKe-
HUs 0€JIOTO BEIIeCTBa U MPOSBIITIOTCS MOPAXKEHUEM TIPO-
BOJAIINX IyTEH HEPBHON CHUCTEMBI. TpyIHOCTH ycyryo-
JSIOTCSL TEM, YTO HEKOTOpbIe 3a00JEBaHUS HMMEIOT He-
CKOJIPKO KJIMHHYECKHX (opM, a B mperenax Kaxmoi
(OpMBI CyIIECTBYET 3HAUUTEIbHBIH KIMHUYECKUHN MOJIH-
Mopdu3m. BmecTe ¢ TeM kaxgoe 3a00ieBaHIe UMEET PSJT
XapaKTepHBIX KIMHUYECKUX OcoOeHHOcTel. bBonpmas
poib B TU(PepeHIIHATBHON TUATHOCTHKE, MIPHIEM JaKe
HAa PaHHUX CTaIWsIX OOJE3HH, MPUHAJIC)KUT METOJaM
neiipousyanmsanuu (KT, MPT rosoBHoro mosra). bes-
YCIIOBHO TOYHO Bepu(uIMpoBaTh (opmy 3abojeBaHUS
MOXKHO TOJIBKO JTAOOPATOPHBEIMH METOJAaMH, BO3MOXKHO-
CTH- KOTOPBIX B TIOCJIEIHUE TOIBI, PE3KO PaCIIUPHINCE.
210 OMOXUMHUYECKHE METOBI (aHAIHM3 METabOJIUTOB MO-
YM M IUIa3Mbl KPOBH:, JH3UMOJMATHOCTHKA), & TaK¥Ke
JHK-gunarnoctuka. OgHako TMEpBUYHBIA OHOXMMHYE-
CKHMI W/WJIM MOJIEKYJSIpPHO-TeHETHIeCKUH nedeKT ycra-

HOBJIEH IPHMEPHO JJISi TIOJIOBHHBI M3BECTHBIX Ha CEro-
JHSATTHUA JeHb 3a00JIeBaHUM, COMPOBOMKIAIOIIUXCS ITO-
paxkeHneM Oenoro BemecTBa. HekoTopeie u3 (opM BO3-
MOXHO IHarHOCTUPOBATH TOJIBKO HA OCHOBAaHHMU KIMHH-
YECKHX, NMATOMOP(OJOTHIECKUX W HEHPOBH3yalH3al-
OHHBIX JaHHBIX. HO, B OOJIBIIMHCTBE CIy4acB, HO30JIOTH-
YECKUI JMarHo3 MMeeT MPUHIMIHAIBHOE 3HAYeHHE JUIs
OTATOILCHHBIX CEMEH, MOCKOJIbKY IMO3BOJISIET MPOBOJIUTH
NpeHaTalbHYI0 JHAarHOCTUKY Ha PaHHHMX Cpokax Oepe-
MEHHOCTH, @ TAaKXX€ BBIIBIISITH I'€TEPO3UTOTHBIX HOCHTE-
Jeldl TEeHOB, YTO OCOOEHHO BaKHO il X-CLEIUICHHBIX
dopm.

B rpymmy mnepBuuHBIX Ineiikomuctpoduii HaMHU
OBUTO BKIIFOYEHO 26 manueHToB ¢ 6 Gopmamu sefikonuc-
Tpoduii. Bce nnarao3sr ObUTH BepUUIIIPOBAHEI Tabopa-
TOPHBIMH METOJaMH - OMOXUMHYIECKUMH W/HIH MOJIEKY-
JSIPHO-TEHETHYECKUMH. [lOCKONBKY AMarHos ABYX pel-
KX Gopm neiikoaucTpoduii ObUT MOATBEPIKICH TOIBKO Y
3 OonbHBIX - OonesHu Ban nep Kuaanm (2 manuenta) u
CHHJIpOM Hcue3aromero 6enoro BemecTBa (1 manuenr),
OHM He OBUIM BKJIIOUEHHI B JalibHEiIee HccleloBaHUE.
Bce 3aboneBanust U3 JaHHOM TPYIMITBI OTHOCATCS K YUCITY
penkux Ooyie3Hel, 4acToTa B MOMYJISIIUU HEKOTOPBIX M3
HHX IOKa HE M3BECTHA. B COOTBETCTBHMM C MHUTEpaTypHbI-
MH JaHHBIMH OBUTH BBIJEJICHBI TP OCHOBHBIX INEPHOAA
pasButus 3a0oneBaHus: | cramust - COOTBETCTBYIOIIAS
HavyalbHbIM KIMHHUYCCKMM npossieHusM, Il cramms -
pa3BepHYTO# KIMHUYECKOW KapTuHe Oonesnu, u 11 cra-
IS - TSPMUHAIBHON CTaauu 3a00JICBaHMUS, KOTOPBIC HC-
MOJIF30BAJINCH Ui CPaBHEHHS TEMIIOB IIPOTPECCHpOBa-
HUS TIPH PAa3IMYHBIX HO30JI0THYEeCKUX (opmax (puc.1). B
manHoil Tpymnme HM3, nebrotupyrommx mo | rona,
«pynpMuHaHTHOE» TeueHHe XapaktepHo i bBKp
(puc.1). CpenHsisi TPOIOIDKUTENBHOCTh TEPBON CTaIUH
mpu maHHOH ¢opme Gome3Hm coctasiser 1,5 mecsma, a
HeOIaronpuaTHBIA UCXOA B CpPEeHEM HACTYIAeT CITyCTs
6-8 MecsmeB or Havaima Oone3HH. [IpWYHMHONW CTONB
OpicTporo nporpeccuposanus npu bKp sBisercs Hakon-
JICHUEM Ype3BbIYaifHO HEHPOTOKCHYHOTO I1aTOJOTHYE-
CKOTO Martepuana — ncuxosuHa. [Ipu paHHOW HO3050TH-
geckod (opme mpoucxomuT OBICTpas yTpaTa mpuoOpe-
TEHHBIX HAaBBIKOB C ()OPMUPOBAHUEM TSIKEJIOTO HEBPOJIO-
rudeckoro aepunuta (puc. 1).Ilpu mpyrux muaneHde-
cKkuX (GopMax, BXOAAIMX B MOATPYIITY MEPBUYHBIX JIeii-
KOAUCTpOQHiA OTMEYaeTcsi TOCTEIIEHHOe HapacTaHUe
JIBUTATENIbHBIX W MHTEIUIEKTYaIbHBIX HapyleHuid. Cpoku
pasButust | cramum npu 3THX 3a00neBaHUAX OoJee Mpo-
JIOJDKUTENIBHBI - 10 6 MecsleB, a TepMUHAIbHAs CTalus
OOBIYHO HACTYIMAET CITyCTsl OJUH TroJ| Iociie Havyana 0o-
ne3nu (puc. 1). ns 3a0oneBanuii MaHU(ECTHPYIONINX B
MO3JJHEM Bo3pacrte (T031HHE MIIaJICHYeCKHE M IOHOIIe-
ckue (hOpMbI) XapaKTepHa IOCTENEHHAs yTpaTa mpruoodpe-
TEHHBIX HABBIKOB ¢ (hOPMHUPOBaHHEM IIEHTPAIbHBIX T1a-
panmuueii, OynpOapHO-TICEBIOOYNBOAPHOTO  CHHApPOMA,
OpPTaHMYECKOM NIEMEHIIMH, B CPEOHEM dYepe3 5 JeT OT
Hauasa 3a00JieBaHusl.
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Puc. 1. Temnbl nporpeccupoBaHys B TPYIIIE MEPBUYHBIX JIeHKoguCTpodnit

HecMoTpst Ha pa3IMYHyI0 CKOPOCTh MPOTPECCUpo-
BaHMs OOJie3Hel CpeAr paHHUX M MO3IHHUX (GopM mep-
BHUYHBIX JICHKOIUCTPOHUI IPaKTHIECKH Y BCeX OOMBHBIX
B CPEAHEM YECPE3 3 roga OT MOABJICHUSA NEPBBIX KIMHUYC-
CKMX HapyIIeHWH HACcTymaeT TepMHHANbHAs cTaaus 00-
JIC3HU.

[Tpn undanTUIBHBIX (GopMax 3aboneBaHuil (Gop-
MHUpPOBaHHE XapPaKTEPHOTO KIMHUYECKOTO (PEHOTHIIA 3a-
BepuIaeTcs yepes 6 Mecsues - 1 rox ot Havyasa 3a0oneBa-
HUs. B TO Bpems Kak, mpu MO3MHUX WH(QAHTHIGHBIX U
IOBEHWIBHBIX (opMax pas3BepHyTas CTaaus Iporecca
HaOJIOIaeTCs B CpelHEM dYepe3 2 rojia OT MOSBICHHUS
MEePBBIX KIMHUYECKUX CHMIITOMOB.

CymiecTBeHHBIE OTJIMYHSA 110 JUHAMUKe (popmMupo-
BaHMs KIMHUYECKOrO (PEHOTHNA OBbUIM OTMEYEHBI IMPH
nupantwibHOl popme BKp (n=8) u X-AJIJ] (n=39). Tak
Yy BOCbMH HaOJI0JJaeMbIX HAMH MALUEHTOB ¢ HH(MAHTUIIb-

HOU ¢dopMoii Bkp cynoporn mosBHINCH Ha HaYaJIbHBIX
CTaausix, B TO BpPEMA KaK, IO JTaHHBIM JIUTEPATYpPhI,
0OBIYHO OHM BO3HHKAIOT Ha 2-3 craauu 3a00JieBaHus.

B rpymme X-AJIJl y 24 nereir B mucciemyemoit
rpymnie MaHU(pECTHBIMA CHMIITOMAaMHU OBUTH MO3XKEUYKO-
BBIE PacCTpoOicTBa, CHIKEHUE 3PEHUS U CIyXa, y 8 - pH-
3HaKU HAANOYEUHUKOBOM HEJOCTATOYHOCTH, B OTIMYUE
OT 3apyOCKHBIX JaHHBIX, MO KOTOPBIM 3a00JIeBaHHE
0OBIYHO HAYHMHACTCS C HAPYIICHUS TMOBEICHUS, CHIDKE-
HUC MaMITH ¥ BHUMAHHSA, & CHUMIITOMBI HAIIIOYCYHHKO-
BOM HEJNOCTATOYHOCTH MOSIBIISIOTCS TOJBKO B pa3BepHY-
TYIO CTaJIMIO TIATOJIOTHIECKOTO TIPOoIIECcca.

[MareHTH! TOCTYHaNM B CTallMOHApP HA pa3Idd-
HBIX CTaaMAX 3a0oJieBaHUs (Ha HadaIbHOW C MUHUMAIIb-
HBIM Ha0OpPOM KIMHHYECKHX CHMITOMOB, B TEPMHHAJIb-
HOW - C BBIPOKEHHOW KIMHHYECKOW CUMITOMATHKOMN).
[TosToMy, Ha mepBoM »dTame ObDIa TPOBEACHA OICHKA
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00X KIMHWYECKUX CHMIITOMOB B MCCIEIyeMOH TpyII-
Ie, He3aBUCHMO OT ctaauy 3aboneBanus. K ancny oOmmx
MIPU3HAKOB OTHECIH T€, KOTOPHIE BCTPETHIIUCH OoJiee YeM
y 50% manueHToB. DTO IO3BONIMIIO BBIACIUTH OOIIHE
KIMHAYECKIE CHUMITOMBI JUIS TIEPBUYHBIX JICHKOIUCTPO-
¢wuit (Tabm. 1).

W3 mpencTaBiieHHBIX JAaHHBIX CICIYET, YTO B HC-
CIelyeMBIX TPYMIaxXx y TMOJABIAIONICTO OOJIBIIMHCTBA
0OJBHBIX MaHHU(ecTaIHsi 3a00IeBaHUs HACTYMACT MOCTC
PA3IMYHOTO 1O MPOJOJIKUTEIBHOCTH TIEPUOIa HOPMAIb-
HOTO PAa3BUTUSA M TPAKTHYCCKH y BCEX MAI[ICHTOB
HAOJIOMAaeTCsl  HAPYIICHUS  MCUXOMOTOPHOTO/TICHXO-
pedeBoro pa3BUTHS.

JpyruMu 9acTeIMA OOIMUMH KIMHIYECKUMH TIPH-
3HaKaMU B 3THX TPYIIax SBIAIOTCS CHMIITOMBI, CBHJIE-
TENBCTBYIOIIUE O MOpPaKEHUH OEOTo BEIIeCTBa TOJIOB-
HOTO MO3Ta: KOPTHKOCHHHAJIBHBIX W KOPTUKOHYKJIEap-
HBIX TPaKTOB (CYXOXXWJIbHasi THIeppedekchs, MaToo-
rudeckue pedieKchl, IeHTpallbHbIe Mape3bl U Mapalluyy,
NCEeBOOYNILOAPHBIH  CHH/APOM), CIHHOLIEPEOEIISPHBIX
myTei (MO3KEeUKOBas aTaKCHsl, THTEHIIMOHHBINA TPEMOD).

AHaJ'II/I3 I/ISMeHeHI/Iﬁ, BBIABJISAICMBIX Ha TOMOFpaM-
Max TI'OJJOBHOT'O MO3ra, IIO3BOJIMJI BBIJACIHUTH CHCHI/I(bI/I‘I-
HBIE HEHpPOpaJNONOTHYECKUE TMATTEPHBI MOpakeHUs Oe-
JIOTO BEIIECTBA IS OTACIHHBIX HO30JOTHYSCKUX GOopM B
HCCIIeAyeMOl TpymIle OeTel, MOMOTalolie IHArHOCTH-
poBatk 3TH 3a00eBaHus ¢ OOJbIICH HOIeH BEPOSTHOCTH.
Hamu ObUIO BBIZEIEHO HECKOJBKO THIIOB H3MEHEHHI

Oemoro BemiectBa: Auddy3HBIe, TMOpakeHWE MEPHUBEH-
TPHUKYJSIPHBIX OOJIACTEeH, TOOHBIX OTAEIOB, BUCOYHBIX U
TEMEHHO-3aTBUIOYHBIX 00yacTell, 0a3aJbHBIX TaHTJINAEB,
CyOKOPTHKAIIBHBIX OTAEJIOB W MO3KEUKa, KOTOpEIe, Kak
[IpaBWJIO, HOCWJIM CUMMETPHUYHBIA XapakTep, a Takxke
TaKOH MPHU3HAK KaK aTpOQHsi TOJOBHOT'O MO3Ta.

B uccnenyemoii rpynne neteit mpu MPT ronosHo-
ro MO3ra Ha HayaJbHBIX, CTaJIUsIX, TAaKUX 3a00JIeBaHUI
kak MJIJI, BK, BKp BBISBISIIOTCS CUMMETPUYHBIE, OYaru
C TMOBBIIIEHHEM MHTEHCUBHOCTU CHUTHajla BOKPYT Nepen-
HUX M 33JJHOX POTOB OOKOBBIX JKEIYIOYKOB T'OJIOBHOTO
MO3ra, KOTOpbIE M3HAYaJbHO PACCMATPUBAIOTCS Kak Ie-
PUBEHTPUKYJISIpHAs JISHKOMaJIALMS BCIEACTBUE IEpUHA-
TaJbHOI'O MOPaXEHUSI HEPBHOM CUCTEMBI I'MIIOKCHYECKO-
ro reHe3a. [Ipu 3TUX 3a00J€BaHUAX HAa HAYAJIBHBIX CTa-
JUSIX JTaHHble NPU3HAKM MOXHO OLIEHMBAaThb M Kak 3a-
JIEP’KKY MHUEIMHU3ALMH, WIH KaK TEUEHUE IPOTrpeECCUpy-
IOLLET0 AEMHUETMHU3UPYIOLIETO IpoLecca.

Juddepenunanbuas quarnoctuka LBSL B 00s3a-
TENbHOM HOPSKE JOJKHA HMPOBOJUTHCS C Pa3TMYHBIMU
3a00JIeBaHUSIMH HEPBHOM CHCTEMBI, MPOTEKAIOIIUMHU C
nmopakxeHueM Oenoro BeriecTBa. Haubosee OaM3KUMU
rpynnamu 3a0ojieBaHUM, KaK MO KIMHUYECKOH, TaKk M
HEHpOPaINOJIIOTUYECKON KapTHHE SIBISIOTCS JIEHKOAMC-
Tpo(uH, BOCHATUTEIbHBIC 3a00IeBaHIS HEPBHOU CHCTE-
Mbl. HeynuButensHO, 4TO OOJbBIIas 9acTh OOJBHBIX II0-
CTylaja B CTallMOHAp C HaIpaBJSIOLIMM JUArHO30M JIeH-
KOIHUCTPOQISL.

Tabuumua 1.

OO0u1Me KIMHYECKUEe CUMIITOMBI HE3aBUCUMO OT CTaJMu 3200JIeBaHUs B TPYIIIIE MIEPBUYHBIX JeHKOIUCTpoduit

Knunuueckue cumnmomut

Yacmoma (%)

Ilpozpedouenmnoe meuenue

Hanuuue nepuooa nopmanvrozo paseumusi
Cyxoorcunvras euneppeghnexcusi

Hapywenusa ncuxomomopnozo/ncuxopeuesozo pasgumust
Cnacmuueckuii mempanapes
bynvbapro-ncesdobynvbaphwiii cunopom

Amaxcus

100,0
92,2
86,7
79,7
76,6
75,0
64,1

Il Bcex dopm neikomuctpoduii, Takxke Kak U
s LBSL, xapaktepHBI Iporpeccupyloliee TeUeHHE,
CHUMMETPHYHOCTH IMTOPaKEHHUS, CHMITOMBI TIOBPEXKICHUS

Puc. 2. MPT royioBHOTO MO3ra NpH pa3iInyHbIX (OpPMax NEPBUYHBIX JIEHKOIUCTpOhHA

0eyloro BeIecTBa IEHTPAIBHONH W TepudepudecKoi
HEPBHOM CHUCTEM.
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B psnme cnyuaes, korna ne0roT 3a00JIeBaHUS COB-
majajl ¢ BO3AEHCTBHEM HH(EKIMOHHOTO areHTa, OTMe-
YaJcs TOJOKUTENBHBIA 3PQPEKT OT MPOBOAMMOMN CHMI-
TOMAaTHYECKOH Tepamiu (IPOTHBOBUPYCHOM, TOPMOHAb-
HOW), 10 A3TOM NpPHWYHMHE TMAlUCHTHl ITUTEIHHOE BPEMs
HaXOJWJINCh T10J] HAaOIIOACHUEM C AMAarHO30M JIEHKOIH-
nedanut. B moap3y ocTporo IMCCEMHHUPOBAHHOTO HSH-
nedaroMuenuTa, CBUIECTEIBCTBOBANIA CBSI3b IOSBICHHS
MEePBbIX KIMHUYECKHX CHMITOMOB C IPOBEIEHHOH Bak-
LUHAIMEH ¥ pa3BUTUEM, CITyCTsl HECKOJIbKO HEJeNb, 00-
IIEMO3TOBBIX CUMIITOMOB B COYETaHMM CHMIITOMaMU I10-
paXeHHsI CTBOJIa F'OJIOBHOTO MO3ra, MO3)K€4Ka U CIIUHHO-
r'O MO3Ta.

ITpn Hawyane 3a0oneBaHUA B IETCKOM H IOJPOCT-
KOBOM BO3pacTe OOJBIIOE CXOACTBO IO KIMHUYECKHM
nposiBieHusM ¢ LBSL HaOmiogaercss mpu MeTaxpomaru-
YeCcKOH JeHKoaucTpouu, X-CIETIICHHOW aapeHOJIeHKO-
mucTpodun, JTeHKodHIe(ATOTATHIH C UCUE3aloNIM Oe-
JBIM  BELIECTBOM, PEUUAMBUPYIOMINM (IBYX(]azHbIM)
OCTPBIM  JUCCEMHUHHMPOBAHHBIM  JHLE(ATOMHEIUTOM.
HavanbHBIMM M AJUTENBHO IOMHHMPYIOIIMMHU CHMIITO-
MaMM TIpH TEpBBIX IBYX (opmax OOJIe3HH SBIISIOTCS
MO3KEUKOBbIe, MUPAMHUIHBIE U HHTEIJIEKTyalbHbIE pac-
cTpoiicTBa. Tarkke Kak M IPH OCTPOM JHCCEMHUHHPOBa-
HOM HHIuedanomuenure, 1e6roT LBSL MoxkeT BO3HUKATh
TIOCJIe TIEPEHECEHHOW MH(EKIINK 1 IMETh BOJTHOOOPa3HOE
TEUCHHE.

[NonuueBpomaTn4eckuii CHHAPOM, OOYCIOBIIEH-
HBII TIOpa)KEHHEM MHEIMHOBBIX 000JI04eK nepudepuye-
CKUX HEpBOB, XapaKTEpeH /JII METaXpoMaTH4EeCKOH Jiel-
konuctpoduu, d6oneznn Kpadbde u X-creruieHHoit anpe-
HoJsteiikoauctpoduu. Ilpu X-cuenyieHHOH aapeHoleiKo-
muctpoduu, u Takke kak npu LBSL, nepBoii Hapymaer-
cs BHOpAlMOHHAs YyBCTBUTEIBHOCTH, UYTO CBS3BIBAIOT C
MOpaKEHUEM CIIMHOTAJIAMUYIECKOTO Ty TH.

Taxxe xak u npu LBSL, npu Bcex dopmax ieii-
komguctpopruii Ha KT TONOBHOrO MO3ra BO3HHKAIOT
CUMMETPHYHbIE OYard MOHMXEHHOH IIOTHOCTH Oenoro
BEIIECTBA B IIEPUBEHTPUKYISPHBIX 00nactsx, nmpu MPT
OHHU BBITJBIIAT THUIIEPUHTEHCUBHBIME B T2-B3BEIICHHOM
n3ob0paxkennu (T2W) u runonHTeHCUBHBIME B T1- B3Be-
meHHoM m3o0paxenun (T1W). OmHako, B oTiM4Me OT
LBSL 30HBI IUCMUENMHU3AINHA TIPU JAPYTUX JIEHKOIMC-
TpOoUAX HMMEIOT HEYETKHH KOHTYp U MEHEe «IPKH»
MP-curHan WHTEHCHBHOCTH OT TIOPKEHHOTO Oenoro
BEIIIECTBA.

Hnst 6onesnn Kpa66e npu KT rososroro mosra
XapaKTepHO MOBBIIIEHHE TUNIOTHOCTH BEIECTBa B 00IaCTH
Tanamyca, MOJKOPKOBBIX siaep, a npu MPT ronosnoro
Mo3sra B T2W u300paskeHnH - HOBBIIIEHHE WHTEHCUBHO-
ctu MP- curnana B o0xiacTu mosymapuil MO3kedka |
NEPUBEHTPUKYJISIPHBIX OTAENaX ToJOBHOrO Mosra. Ha
MO3JHUX CTaaAWAX 3aboneBaHusi npu Ooneznu Kpabbe
0oOHapyXMBaeTCs TOTAIBHOE MOpaKeHHWE Oeoro Bele-
CTBa C BOBJICUCHWEM B MATOJOTWYECKHH TIpolecc Cyo-
KOPTHKIBHBIX U-00pa3HbIX BOJOKOH M Tpy0as KOPKOBO-
MOJKOPKOBast aTpO(UsI BEIIECTBA TOJOBHOTO MO3Ta.

BoiBoa. Takum 0o0paszom, cliefyeT NMOTICPKHYTH,
YTO YHCIO 3a00NeBaHUi, Ui KOTOPBIX YCTAHOBJIICHBI
MOJIEKYJISIPHO-TeHETHUECKUE Ae(DEKTHI, pacTET C KaXKIBIM
TOJIOM, YTO B CBOIO OYEpeIb HaeT BO3MOXKHOCTH IPOBO-
IUTh  TIPCHATAIBHYI0  OHAarHOCTUKY W METUKO-
TEeHETUIECKOe KOHCYJNBTHPOBAHWE IS OTATOLICHHBIX
ceMeH.
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PE3YJIbTATHI HCCJEJOBAHUS U JIUDPDE-

PEHIIMAJIBHBIN JUATHO3 HEMPOMETABO-

JIMUECKHUX TUIIOB HACJIEJJOBAHMS Y JIE-
TEA

JOK. ABJIYJITIAEBA, M.A. ABAYCAJIOMOBA,
C.3. XAKIMOBA, A.T. JDKYPABEKOBA

[IpoBeneno HUCCIIEIOBaHHE HerpoMeTabo-
JIMYECKUX THUIIOB HAcjeJoBaHUs y AeTedl. B cemelHbIx
napax TOJbKO B 18 ciydasx UMesl0 MECTO MPeApacioo-
JKEHHOCTU K ayTOCOMHO- PELECCUBHOMY THUITy HacCjelo-
BaHHUA, AJII 3TOrO JIETSIM HCHOJb30BaH MOJIEKYJISAPHO-
TEeHETHYECKHH MeToJ, Onoxumudeckuii 1 MPT o0ciemo-
BaHUe. Y HammMX OONBHBIX OOHAPYKEHBI HOBBIC (POPMEI
JNEHKOIUCTPODUN M KOTMYSCTBO TAaKUX OOJBHBIX YBEIIH-
YUBAETCSI, YTO HEOOXOIUMO YYHTHIBATh B MU dEpeHIIH-
aJbHON JIHAarHOCTHUKE, OCOOCHHOCTH OTSTOIICHHBIX Ce-
MEH.

KuioueBble ci10Ba: Hetipomemabonuieckue munsl
HACe008aHUsL, AYMOCOMHO-PEYECCUBHBIIL TMUN HACLE00-
sanus, oupgpepenyuanrbHas OuacHOCMuKa.
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