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TPABMA YEPEIIA KAK OAHA M3 ITPUYUH PA3BUTUA
CYBAYPAABHOU T'EMATOMBI ¥V PEBEHKA TPYAHOI'O BO3PACTA
C TAYTAPOBOUM ALIMAYPUEUN 1-TO TUITIA: KPATKNN OB3OP
AUTEPATYPbBI 1 KAMHNUYECKOE HABAIOAEHUE

IOTBOY BO «Caukr-TTeTepOyprcKuii rocyAapCTBEHHEBIN TEAMATPUYECKUN MEAUTIMHCKUN yHUBepcuTeT» M3 PO,
r. Caukr-TletepGypr, 2OUL] «MupopmaTrka u Yiupasaerue» PAH, r. Mocksa,
3ApMHCKag 60AbHHIIA, MOCKOBCKas 00AaCTb, PO

B craThe npuBegeHbI KPATKUIi 0030p IUTEPATYPSI U KIMHHUECKOE HAOII0IeHIe TIIyTapOBOi alfu/Iy-
pun 1-ro Tuna (I'Al) y peGenka, npoapuBiIeecs sHIeGaTUTOMOTOOHBIM KPH30M U CYyOAyPaTbHBIMU
reMaToMaMH, KOTOPble MEePBOHAYAJBHO OBLIM PACIeHEeHBI KaK IOCIeICTBUI UepPelHO-MO3TOoBOM
TpaBMbl. Ha OCHOBaHMM aHaIN3a KINHUKO-HEHPOBU3YAJM3AIMOHHBIX TAHHBIX IIPEIIOJIOKIIN
nuar#o3 I'Al, B maapHellIeM HOATBEP:KIEHHBIH MOJEKYJISIPHO-TEHETHYECKHM HMCCJIeT0BaHMEM.
Ha ¢done Tepanuu ¢ BKJIIOUYEHNEM CHEIMAJTU3UPOBAHHON IMETHI ¢ OTPAHUYEHHUEM (eJIKa 0TMeYeHO
HEKOTOpOoe yJIydYllleHHe JBUTAaTeJbHON aKTUBHOCTH. Hanuuue IBYCTOPOHHUX CyOqypaJbHBIX reMa-
TOM AUKTYeT Heo0XoauMocTh nuddepeHnnaapaoii nuarnoctuku ¢ I'Al. BeicokounngpopMaTUBHBIM
MeToaoM guarHocTuku ['Al aBigeTcss MATHUTHO-PE30HAHCHAA TOMOTpadua roI0OBHOTO MO3TAa.

Knwoueesste cnosa: zaymaposas ayudypus 1-zo muna, cyo0yparvHas zemamoma, 4epento-mo3z08as
mpasma, demu panHezo 8o3pacma, OuazHOCMUKA.
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4uH pazeumus cyo0ypanvHoil zemamomol y pebenka zpydHozo 803pacma ¢ 2aymaposoil ayudypueii 1-zo
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Cy6nmypansuble rematoMbl (CI) — HaubGosee uacras
(bopma BHYTPUUYEPENHBIX I'eMaTOM, UX HOJIS COCTABJIAET
or 0,4 mo 2% Bcex uepemHO-M03roBbIX TpaBm (UMT)
[1]. Ocoboe mecto cpegu npuunH CI' 3aHMMAaeT CUHAPOM
JKEeCTOKOro obpaieHus ¢ fetTbMu [2]. B paHHEeM geTcKOM
Boapacte CI' yacTo pasBuBaroTcs mocie Tskeaoir YMT,
HEe3aBUCHUMO OT OMOMEeXaHUKU TOBPEKIeHMU: KOMIIPECCH-
OHHOI'0, UMIIPECCHOHHOTO, NHEPIIUOHHOTO (CBSI3aHHOTO C
YCKOpeHmeM) UJH ux couetanud [3, 4]. HerpaBmaTuunbie
CT' moryT opMUpPOBaTHCA P MEHUHTUTE, HAPYIIIEHUAX
CBEPTHIBAHUA KPOBU U MeTabOIMUYeCKUX 3a00JIeBaHUAX,
BKJIIOUAsA TJIyTapoBylo anuaypuio 1-ro tuma (I'Al) [5].
Yacrora CI' npu I'A1 mabaroxaercs y 20—30% mereii [6].

TAl (OMIM 231670) (cuH.: HEZOCTATOYHOCTb TJIY-
TapUJI-KO9H3UMA - IeruporeHassbl, rJyTapoBas amuje-
mus tun I) — peKoe BPpOKAEHHOE HeipoMeTaboInuecKoe
HapyIlleHue KarafogusMa JIW3WHA, I'MAPOKCUJIU3NHA U
TpunrodaHa, BbI3BaHHOE neduiurom rayrapui-KoA-
IeruaporeHassl (rayrapui-KodepMeHT A-feruaporetHasa,
GCDH). GCDH — MuTOoXO0HIpPUATBLHBIN MaTPUKCHBIN (Dep-
MEHT, KOTODBIN KaTaJu3UPyeT OKUCIUTEJIbHOE AeKap-
OOKCHMIMpOBaHUE TayTapui-KohepmenTa A 10 KpOTo-
HuI-KopepmenTa A. BiokupoBaHnue faHHON (DePMEHTHOM
pPeaxIuu NPUBOJAUT K HAKOILJIEHUIO B MOYe, IIJIa3Me KPOBU
¥ CIIMHHOMOSTOBOH JKUAKOCTHU IJIYTAPOBOM, 3-TUIPOKCHU-
raytapoBoi (3-OH-rayTapoBoii) KHCIOT U TIyTapUIKap-
HUTHWHA, KOTODHIE OKA3bIBAIOT TOKCUUYHOE HelCTBUE Ha
HENPOHBI FOJIOBHOI'O MO3Ta C PA3BUTHEM OCTPOI'O CTPUAP-
HOT'0 HEeKpo3a. BropuuHas HEJOCTATOYHOCTh KAPHUTUHA
B KPOBU M TKAHSX CBS3aHA C AaKTUBHBIM BBIBEJEHUEM C
MOYOH KOH'BIOTATOB KAPHUTHHA C HAKAILJIMBAIOIIMMICS
TOKCUYHBIMU OpraindecKuMu Kucaoramu [ 7]. AnuabHbie
pasuKabl 3)UPOB KAPHUTUHA IPECTABJICHBI [epuBaTa-
MU COOTBETCTBYIOIIWX OPraHWdYecKux Kucior. Ha srom
OCHOBaH COBPEMEHHBII criocod auaraoctTuku I'Al myrtem
uAeHTUUKAINY ANUIKADHUTHHOB B KPOBU WU MOYE
MeTomoM TaugeMHOoM Mace-criekTpomerpuu (TMC).

I'enemuka u namogu3auonozuieckue u3meHeHUA

T'en GCDH noxanu3oBaH Ha xpomocome 19pl3,
oxBaTbiBaeT okoyso 7 KB remomuoit JTHK, comepsxkur 12
9K30HOB U KogupyeT 6eok 13 438 aMuHOKUCIOT. ['eHHbIe
(TOUKOBBIE) MyTallUM — MUCCEHC, HOHCEHC ¥ MHTPOHHLIE
Bapuanuu B reie GCDH — MOr'yT IPUBOAUTDH K IPOSIBJIE-
HUIO PA3JINYHBIX 110 TAMKECTH KJINHNIEeCKuX dhopm 3aboJie-
BauusA. IlepBoe onucanme nmamuenTta ¢ 'Al 6v110 caerano
S.I. Goodman u coaBt. B 1975 r., ¢ Tex mop OBLIO OIIUCAHO
6osiee 200 myTanuii B pa3JNUHLIX 9THUUECKUX I'PYIIax
[8]. OmHa 13 caMbIX PaCIPOCTPAHEHHBIX MYTAIUI — Bapu-

Final_1_2021_304.indd 288

The article presents a brief review of the literature and clinical observation of glutaric aciduria
type 1 (GA1) in a child, manifested by encephalitis-like crisis and subdural hematomas, which were
initially regarded as the consequences of traumatic brain injury. Based on the analysis of clinical
and neuroimaging data, the diagnosis of GA1 was assumed, which was later confirmed by molecular
genetic research. After therapy with the inclusion of a specialized diet with protein restriction, some
improvement in motor activity was noted. The presence of bilateral subdural hematomas dictates
the need for differential diagnosis with GA1. A highly informative method of diagnosing GA1 is
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For citation: Z.G. Tadtaeva, A.N. Galustyan, O.A. Gromova, P.A. Popov. Skull trauma as one of the

causes for subdural hematoma development in an infant with glutaric aciduria type 1: a brief review
of the literature and clinical observation. Pediatria n.a. G.N. Speransky. 2021; 100 (1 ): 287-293.

ant R402W, Bcrpeuatomuiica y 12—40% O6OJBHBIX B
crpanax 3anazuoii EBpons! [9], HO HambosbIIAA YACTO-
Ta MyTanuil o0Hapy'KeHa Cpenu aMePUKAHCKUX OOIIWH
amumiein [10]. K HacrtodiieMy BpeMeHU B JHUTepaType
umelorca onucanusa 6osee 400 cayuaesB sToro 3aboseBa-
HuA. Cpey HOBOPOYKIEHHBIX 3a00JIeBaHNE BCTPEUAETCA C
gactoroit 1:30 000-100 000 [11].

Mexauusmbl natoresesa I'’Al 1o KOHIIA He BBISCHE-
Hbl. OCHOBHYIO IaTOMOU3UOJIOTUUECKYIO POJIb B IOpaske-
HUU CTPUAPHOM CUCTEMBI, OCTPHIX SHIIE(DATUTOTOLOOHBIX
KPHU30B CBA3BIBAIOT C 9KCAUTOTOKCUUYHBLIM 3(D(PEKTOM TJIy-
TapoBoii, 3-OH-rayTapoBoil KUCJIOTHI U UX IPOUBBOJ-
HBIX, UMEMOIUX CTPYKTYPHOE CXOJCTBO C IJIyTaMAaTOM.
ITonmararor, uTo MOp(doOJOTHMUECKVEe M3MEHEHUs HeIpo-
HOB IPUBOAAT K M3MEHEHWI0 MeTafoJm3Ma rIyTamaTa
W ero pelenTopHoro ammaparta. BosmeiictBue Ha NMDA
(N-meTuI-acmapTaTHBIE) PEIENITOPHI, MJIA KOTOPBIX TJIY-
TaMaT CJIYKUT eCTeCTBEHHBIM aKTHUBATOPOM, CIIOCOOCTBY-
eT UYpe3MepPHOMY HAKOIJEHUIO MOHOB KaJIbIUA B IIOCT-
CHUHAIITUYECKUX Heﬁponax 1 IIPUBOAUT K aAKTHUBaIlUU
BHYTPUKJIETOUHBIX 9H3UMOB, OCBOOOIKIEHUIO CBOOOIHBIX
PagUKaJIOB KHCJIOPOJLa, MEPEKNCH JUIUI0B U THOeIn
KJIETOK IIYyTEM amonTosa. [JiyTapoBas KUCJIOTa U ee MeTa-
6OJII/ITI>I MOTYT BBISBIBATh HAPYIIIEHNE HeﬁpOMeI{HaL{HH 3a
CUeT CHMXEeHUA KOHIEHTpalIum raMMa-aMHIHOMACJIIHONI
kucyotel (TAMK). pyrue mMexaHU3MBI HeHpoJereHe-
pamuu npu Al BKJIIOYAIOT ITOBPEKIEHUE SHIOTENU,
acTpPOTINO3 W HelpoBocmajieHmMe Ha (hOHE aKTHBAIUU
MUKDOIJINY, HaPYIIeHWe HOPMAJILHOTO aHAIJIEePOTHUYEe-
CKOTO B3aMMOAEHUCTBUA MEXKY aCTPOIIUTAMU U HelipoHAa-
MU, a TaK:Ke IopakeHue cocyznoB moara [9]. Ilonararor,
YTO SKCANTOTOKCUHXWHOJIUHOBAA KUCJIOTA COBMECTHO C
raytapoBoi Kucsoroit 1 SOHGA mapyiraeT odpasoBaHue
S9HEePrur B MUTOXOHAPUAX N OKHCJJIHNTEJIbHO-BOCCTAHOBM-
TeJBHBI TOMEOCTa3, UTO BeJeT K OCTPOU IeTreHepaluu
moJsiocatoro Tesa npu 'Al [7].

Knunuweckue npoagnenusn

IlepBrle mpusHaku 3a60jeBaHUA OOBIYHO IIPOSBJIA-
IOTCS B paHHEM JEeTCKOM BO3pacTe: OT 2 MecsIleB 10 3 JeT
¢ mukoM MaHudecranuu ot 6 70 18 MecAleB 1 xapakTe-
pusyioTrca moJauMOP(U3MOM KJIMHUYECKUX ITPOABJIEHUN
[7, 10, 12, 13]. IIpu pokgeHUU MU B IEePBbIE MECAIHI
JKU3HU Haubojiee PaHHUMU IPU3HAKaAMU 0OJIE3HU SABJIA-
I0TCcA Makporedanus, aKkCUaJbHAsA T'MIOTOHUSA, TPYLHO-
CTU KOPMJIEHUSA U PA3APa’KUTEIbHOCTh. JIeTKue KINHU-
YeCKUe IPOSABJIEHUA OOBIYHO OCTAIOTCSA He3aMeUYeHHBIMU
0 TeX IOp, IOKA y MAIlMeHTOB HEe BO3HUKAET OCTPBIN
sHnedanurononobueIt Kpus [7, 14]. IIpaktuuecku y
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BcexX OOJIbHBIX OH IIPOSABJISETCS JIMXOPANKOU, YaCTHIMU
CPBITMUBAHUAMU /HEYKPOTUMOM PBOTOM, KUIIIEYHBIMU PaC-
CTpo¥icTBaMM, NPUNAAKAMU, MBIIIEYHON TUIIOTOHUEH,
OIKUCTOTOHYCOM. HacTo oTMeUaeTcs yrHeTeHNe CO3SHAHMUS
[IO COIIOpa U KOMBI B Pe3yJIbTaTe Pa3BUBAIOIIETOCS OTEKa
u Habyxauusa mosra [7]. Bo BpeMsa ocTphIX sHIIE(DATUTO-
TON00HBIX KPU30B IPOUCXOJUT IMOBPEsKAeHMEe 6a3aIbHBIX
rauraueB (OCTPBHIN CTPUAPHBIN HEKPO3), KJIUHUYECKU
IPOSIBJIAIONIEECS 9KCTPANUPAMUIHBIMU HAPYUIEHUAMU
B BHUJE OPOMaHAUOYJIAPHOU MUCKUHE3UU, XOPEoaTeTo-
3a, AuCTOHUU. J[[pyrue CUMITOMBI BKJIIOYAIOT KOTHUTHUB-
Hble HApPYUIEHUS U SNUJIENCUI0, KOTOPas IIPOSBIAETCS
y 20% mnanuenTos [12]. IIpoBomupyiomnumu GhaKTopamMmu
9HIe(ATUTOIIOJOOHOTO KPKU3a MOTYT OBITH HE3HAUUTEIb-
Hasg NHQEKINUs, JIeTKasg TpaBMa I'OJIOBBI, BAaKI[UHAIUS, &
TaKyKe IIOCJIeONepPaIlMOHHbIN IIepuoJ HeHpoXUpypruye-
CKUX BMeIIIaTeJIbCTB Ha cTaguu obirei anecre3uu [13].

XpoHUYyeckoe TeueHne 3a00JIeBAHUA XapaKTepus3yer-
Cs1 IPOTPECCUPYIOIINM IIOopakeHueM Geyioro BelllecTBa U
cpenuero moara. Ilo3qHo HauaTOe JTeUeHe NN HeguarHo-
CTUPOBAHHBIN SIINB0J IPUBOAAT K PA3BUTHUIO Ilepedpaib-
HOU aTpoduu ¢ IpU3HAKAMU IOPaKEHUs IUPaAMUTHOIO
TpaKTa U 3aAePKKOI YMCTBEHHOTO pasButud. [Ipu HApy-
IeHUY PeKOMEeHJAIUil 110 HEOTJIOXKHOMY JIeUeHUIO MeTa-
0oJIMUecKUX KPU30B 3abojeBaHHE MMeeT HeOJIarompu-
SATHBIM IPOTHO3 C PA3BUTHEM CTPYKTYPHBIX H3MEHEHUI
TOJIOBHOT'O MO3T'a ¥ IIPOTPECCUPYIOIell HeBPOJIOTUYECKOH
CUMITOMATUKO [7, 14].

Jabopamopnas duaznocmura

«30JIOTBIM CTaHZAPTOM» JIAOOPATOPHOI AMATrHOCTH-
Ku 'Al aBnsercsa onpejesieHre OPTaHUYECKUX KUCJIOT B
MOYe MeTOJOM ras3oBOil XxpoMarorpaduu B COUETAHUU C
TMC. KosmuecTBeHHBIN aHAIU3 KADHUTUHOB (CBOOOIHBIX
U 001111X), 1 0COOEHHO MPOMUIb allMIKaPHUTHHA (TJIyTa-
punkapautuna) merogom TMC B cyxux mATHaX KPOBH,
TaKksKe IoMoraeT B CKpMHMHTre m guarHoctuxke ['Al [T7].
W 36bITOUHOE HAKOIIJIEHWE TOKCUYHBIX CYOCTPATOB IIPH-
BOAUT K aHOMAJbHOM CEKpeIlluy C MOUYOI TIJIyTapOBOM
u 3-OH-ryrapoBOii KHCJIOTHI, HA OCHOBAHUM KOTOPOM
BBIAEJAIOT JBa OMOXUMUYECKUX (DEHOTUIIA: C BBICOKON U
HUBKOM dKcKpenueii [6]. [Ipu ¢hepMeHTaTUBHOM aHaJIM3e
KYJbTUBUPYEMBIX (PuOPo6JJIACTOB WM HHTEPJIEHKUH-2-
3aBUCUMBIX KYJIbBTHBUPYEMBIX JUMMOIUTOB OOHADYIKU-
BaeTCs CHU)KeHUEe aKTHUBHOCTH riayrapui-KoA-merumpo-
reHasbl. BbIABIE€HO 0OJbBINIOE KOJUYECTBO MYTalluil B
reie GCDH, OoTBeTCTBEHHBIX 3a pasBUTHE BTOTO 3ab0-
aeBanua [15]. BosmosKkHa mpeHaTajdbHasA JUATHOCTHKA
3a00JIeBaHUSA IyTE€M HCCJIEIOBAHUS YPOBHS TIJIyTApOBOM
KHCJIOTHL B aMHUOTUYECKOH KUJKOCTH, aKTUBHOCTH (hep-
meHta GCDH B KyJabType aMHMOTHYECKHX KJETOK, a
TaKkKe MOJIEKYJIAPHBIM uccaegopanuem reaa GCDH [THK
XOPUOHUYECKUX BOpCcUH [7].

Heiipopaduonozuueckue npusnaxu

XapaKTepHBIMU HEHPOBU3YAJUBAMUOHHBIMU TMIPU-
suakamu ['Al aBasA0TCA CUMMETPUYHBIN (DEHOMEH «HaI-
KYIIIeHHOTO s0JI0Ka», OOYCJIOBJIEHHBIN pacIlIupeHueM
CunbpBueBO#l 1esnu (HapylieHUEeM OIEPKYJU3aluu) y
93% mnanueHTOB M Me3eHIedaJbHBIX INUCTEPH, PACIIPO-
CTpaHeHUe IIepUuIlepedpalbHbIX CKOIIEHHeH KUIKOCTU
BIlepeJ K BUCOYHBIM JOJIAM, COIIPOBOXKAAeMble T'UIIO-
miasuer BucouHoir moau [7, 16, 17]. Ilonmarator, uTo
9TH M3MEHEHUs ABJIAIOTCA Pe3yJibTaToM He atpoduu, a
aHOMAJIBHOTO PA3BUTHUSA MO3ra, 0003HaA4aeMOr0 TEPMUHOM
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«MuKpornedanbHaag Makporedanusas [18]. Pacimiupenunie
OIEePKYJISPHBIE IIUCTEPHBI MOYKHO OIITMO0UHO MPUHATD 34
IBYCTOPOHHNE BUCOYHBIE apaXHOUJAIbHBIE KUCTHI, XOTS
HCTUHHBIE JBYCTOPOHHIE apaXHOUAIbHBIE KUCTHI TAKIKE
MoryT HabaogaTees y manuentos ¢ 'Al. [Ipyrumu meit-
poBu3yau3anuoOHEbIMU HpusHakamu I'Al moryt ObITh
MaToJIOTUUEeCKUe U3MEeHEHU B 0JIeIHOM ITape, CKOPJIYIIE,
YepHO! CcyOCTaHI[MM, 3y0UaToM fAApe, TajlamMyce M ILeH-
TPAJILHOM IIOKDBINIeUHOM TpakTe [7, 17], KoTophie pas-
BUBAIOTCS BO BPEMs HJIU II0CJE MeTa0O0JIUUeCKOro Kpusaa.
ITpu nuddy3noHHO-B3BEIIIeHHOI MarHuTHO-PE30HAHCHOMI
Tomorpaduu (MPT) B T2 pesxmme BbIABJIEHA 3aJepPrKKa
MUeJUHU3ANUN B Bue Au(GPy3HOH ruIepUHTEeHCUBHOCTH
curHajia 6eJoro BelllecTBa Mo3ra. llopakenme 0eJioro
BeIecTBa MO3ra, KakK IIPaBUJIO0, CHUMMETPUUYHOE, JIOKAa-
JIN3yeTcsa IPEeNMYINeCTBEHHO B MEePUBEHTPUKYJIAPHBIX
30HaX B 00JIaCTM MEpefHUX U 3aTHUX POTOB OOKOBBIX
JKeJIYIOYKOB U ceMuoBaJIbHOTO 1eHTpa [17]. Ilo rarHBEIM
uccaenosareieii, y gereii ¢ 'A1 MPT-usmenenus B o0ja-
CTHU CKOPJIYIIBbI, XBOCTATOT'O SI[Pa, KOPBI TOJIOBHOI'O MO3T4a,
JKeJIYJOYKOB M HAaPYKHBIX IIPOCTPAHCTB JIMKBOPa KOppe-
JIUPOBAJIU C TSAMKEJIBIMU ABUTATEJILHBIMUA HAPYIIIEHUSIMUI
¥ OBLIN Ba)KHBIMU IIPEIUKTOPAME TAKeCTUu 3a00IeBaHUA
[19, 20]. Ba)kHO OTMETHTH, UTO IIPEJPACIOJIOKEHHOCTH
kK CI' y manuenToB ¢ I'Al Bo3MOKHA TOJBKO IIPU HAJU-
yuy aHoMaauil padButua moara [21]. B ucciemoBanusax
MOKAa3aHo, UYTO OOIIMMPHBLIE PEHTTeHOJIOTUUEeCKHEe H3Me-
HEHUsS MOTYT IPHUCYTCTBOBATH y JeTell M3HAUYAJIBHO B
paHHEM BO3pacTe MPU OTCYTCTBUU KJINHUUECKUX IIPO-
SABJIEHUM, UTO CBUAETEJIbCTBYET O (DOPMUPOBAHUU MOP-
dosornuecKux W3MEHEHUI yiKe BHyTpuyTpobHO [22].
Aro noaTBepxgeHo MPT-uccienosanrem mioga — ObLIN
BBIABJIEHBl MMPUBHAKM TUIOIJIA3UM TOJOBHOTO MO3ra.
Mexanusm ob6pasoBauuss CI' cBf3aH ¢ paspbIBOM MOCTO-
BBIX BeH CYOIypaJbHOTO IMPOCTPAHCTBA B Pe3yJbTaTe UX
HATS)KEeHUs IPU IPOrPecCUupyoIneil mepedpaabHOil aTpo-
UM ¥ pacIupeHUU IepPeObpOCHUHATbHBIX JUKBOPHBIX
POCTPAHCTB. ITO OOBACHSAET CKJIOHHOCTH ITAI[eHTOB C
T'Al x CT' mociie He3HAUUTEJNLHOW TPABMBI II0 CpaBHE-
HUIO CO 30POBBIMU AeTbMu. IlosaraioT, UTO B Iepuoie
smbOpuorernesa 3-OH-rayTapoBas KHCJIOTA MOMKET Hapy-
maTh (GOPMUPOBAHNE CTEHOK COCY/I0B I'OJIOBHOTO MO3Ta U
CII0COOCTBOBATH MOBBLIMIEHNIO UX MPOHUITAEMOCTA U BO3-
HUKHOBEHUIO KpoBouaaudauuii [9, 22]. BaxxubiM maTore-
HETUUYECKUM 3BEHOM BHYTPUUEPEITHBIX KPOBOUBIUAHUMN
U WHTEePCTUIIMATBHOTO OTeKa 0eJyioro BeIecTBa MO3ra
KOTOpbIE
3aKJOUYAIOTCA B HAPYIIIEHUN ayTOPeTyIsaIui, CHUKEeHUN
PeruoHANBLHBIX T'PAAVMEHTOB MO3TOBOTO HepGhy3MOHHOTO
nasyieHud [18].

Jeuwenue

MenukamenTosnoe JjeueHme I['Al mnpexpmosiaraer
HasHAUYeHWe AUeTUYECKON BBICOKOKAJIOPUMHOM, HU3KO-
6eJIKOBOIl AMeTHl Cpasdy IIocJie YCTAHOBJIEHUS IUATHO-
3a ¢ 00s3aTeIbHBIM MOHUTOPUHIOM 3a yPOBHEM aMu-
HOKMCJIOT U WX MeTaboJUTOB B IJIasMe KPOBU W MOUe
[7]. ueToTepanus B BUujJe CIeIINAJTU3UPOBAHHBIX CMeceil
mpu 3aboJieBaHUM HAIpaBJeHA Ha CHUKEHUE IIOCTYILIe-
HUSA JU3UHA, TpunTodaHa, OCHOBHBIX IIPEIIIECTBEHHU-
KOB HEWPOTOKCHUUECKUX MeTa0OJUTOB — TJIYTApOBON u
3-OH-riryrapoBoii KucJaoT. B HacToslee BpeMs 00Je3Hb
BKJIIOUEHA B IIePeUYeHb JKU3HEYIPOKAIOIIUX W XPOHUYE-
CKUX IIPOTPeccUpyiomux pearux (opdaHubIX) 3a00eBa-

ABJIAIOTCA TreMOJUMHaAMHW4YEeCKHe HapyIlleHud,
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Puc. 1. MPT roaosuoro mosra nmamuenten K., 1 rog 6 mecsa-
ueB: HA T2-B3BeIIeHHBIX N300PAKEHUAX I'MIePUHTEHCUBHBINA
MP-cursas ot roJIOBOK XBOCTATHIX ALEeP U CKOPJIYIBI C 00emx
CTOPOH.

Puc. 2. MPT rosaosuoro mosra nauueatku K., 1 rox 6 mecs-
ues: Ha T2-B3BelIeHHBIX N300PAIKEHUAX MPUSHAKU 3aTEPIK-
KM MUEeJUMHU3AIUMU 0esioro BemfecTBa mosra — MP-curzan
OT CYOKOPTUKAJNbHBIX U-006pa3HbIX BOJIOKOH 3HAUUTEJHHO
BBIIIIE, YeM OT KOPbI, UTO HeXapaKTEePHO JJIs Bo3pacTa pebeHKa
(18 mec.); pacuiupeHHBIe cy0apaxHOUAAIbHbBIE IPOCTPAHCTBA.

Puc. 3. MPT rosnxosHoro mosra nmanmuenteu K., 1 rog 6 mecs-
ueB: Ha T1-B3BellIeHHBIX M300pPAKEHUAX C KOHTPACTHBIM
yCUJIeHNEeM CHUMIITOM <«HaIKYIIEeHHOTro s0J0Ka» B 00JacTu
CuJIbBUEBBIX IIEJIeH.

Huii. BKaoyenasle B Peructp namueHTbl 00eCIIeunBaOT-
csl CIeNUaIu3UPOBAHHON CMEChI0 COIJIACHO IIOCTaHOBJIE-
Huto [IpaButenscrBa P® or 26.04.2012 Ne403 «O mopsaz-
Ke BeneHusi PeepasbHOr0 PETUCTPA JIUI], CTPALAOIINX
JKUBHEYTPOKAIIMINMY M XPOHUUYECKUMU IIPOrPECCUpy-
oMy pegkuMu (opdhaHHBIMU) 3a00I€BAHUAMU, IIPU-
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BOLAINNMY K COKPAIIEHUI0 IPOJOJIKUTEILHOCTY KUSHU
rpaskJaH UIW WX WHBAJIUIHOCTU, U €T0 PEeruOHAJIBHOI'O
CcerMeHTa» .

W3-3a BarKHOCTH paHHEro Hauaja JIeYeHUd, Hallpas-
JIEHHOTO Ha IIpeJoTBpallleHVe HeoOpaTUMOI'0 IIOBPEXX-
nenusa ITHC, 'Al BkJaouyeHa B mporpaMMy HEOHATaJb-
HOTO CKPMHUHIa BO MHOTUX cTpaHax [23, 24], uTo, KaK
IIOKAa3aHO, II03BOJIAET He TOJHKO YCTAHOBUTH AMATHO3 Ha
IOKJIUHUYECKOM BdTalme 3a0ojieBaHUA, HO M IIPeLOTBpa-
TUTH 9HIe(PATUTONIONOOHBIE STIN30/IbI X HEBPOJIOTHUECKUE
ocinokHeHus y 89% mnanumentoB [25]. PexomengoBano
IIOYKM3HEHHOE [TaTOTeHETUUECKOoe JIeueHNe JIEBOKAPHUTH-
HOM (L-KapHUTHH), TaK KaK OH CBA3BIBAET IJIyTAPOBYIO
KUCJIOTY U 00ecliedYrBaeT ee BhIBeJeHNE U3 OPraHu3Ma B
Bue ruyrapunkapauTuHa. IIpm pubodiaBuH-UyBCTBU-
TeabHOU (popme I'Al mesecoo6pasHo HasHaueHUe PUOO-
(aBuHA.

Helipoxupypruyeckoe BMeIIATEJIbCTBO IIOKa3aHO
IIPY HAIW4YWUY CyOIypabHBIX CKOIJIEHUY 1 apaXHOULAJIb-
HBIX KHCT, OKAa3bIBAIOIMX Macc-3P@(eKT Ha T'OJIOBHOI
mosr. ITo maHHBIM APYTUX aBTOPOB, IIMCTOIIEPUTOHEAIb-
HOe IIYHTHpPOBaHWEe OOJBIINX apaxHOUTAJBHBIX KUCT
TaK’Ke IPUBOAUIO K OJATOIPUATHOMY HEBPOJIOTUYECKO-
My ucxony [26].

CuMnTomMaTryecKoe JiedueHNe BKJIIOUAET Ha3HAUeHUe
MOAAEP KUBAIOIIEN Tepamuu HEeWpPOIPOTeKTOopaMu, IIPO-
TUBOCYAOPOKHOI Tepaluy U3 IrPyIbl 6eH30JMa3EITUHOB.
ITockogbKy BajmbOpOAT HATPUA HHTHOUPYET MUTOXOH-
IpuanbHOe 0eTa-OKUCIeHe KUPHBIX KUCJIOT, OH He J[0JI-
JKeH IIPUMEHATHCS y HaIlMeHTOB ¢ MUTOXOHIPUATbHBIMHI
MeTabosmuecKkuMy HapyireHuamu [27]. 9dhheKTuBHOCTD
bakaodeHa wiam OeH3oAMA3ENIMHA [AJsA CHUMKEHUSA cIia-
CTUYHOCTH WJIV JUCTOHUU MOXKeT ObITh OrpaHUYeHa 13-3a
TUIIOTOHUHU TYJIOBUIIA.

Hwuke mpuBoAuMM KJIMHHUUYECKOE OIMCaHUE y pebeH-
ka ¢ I'Al ¢ gBycroponnumu CI', KOTOpBIE OIIIMOOYHO
TpaKkToBaiauch Kak ciaeactBue UMT. I'Al OGbura mpa-
BIJIBHO AMATHOCTMPOBAHA IIOCJE TIATEeJIbHOTO aHAJIM3a
KJIVMHUKO-HEBPOJIOTUUECKUX CHUMIITOMOB, OOHADPY:KeHUSI
XapaKTePHBIX HeHPOPaAMOIOrNYECKUX IPUSHAKOB U IO -
TBepKJIeHHAA B JaJbHEHIIeM MOJIEeKYJIAPHO-TeHeTuYe-
CKUM HCCJIeJOBAHUEM.

ITanmuenTtra K., 1 roxg 6 mec., mocTymnuia B HEBPOJIO-
rUYecKoe OTHeJIeHNe C Kaso0aMu Ha 3aJJepP:KKY MOTOPHO-
ro pa3BUTUA (HEBOSMOXKHOCTD YIAEPIKMBATDH I'OJIOBY, Ilepe-
BOpPAuUMBATHCA), IICUXOPEUEBOTO PA3BUTUA (CHUKEHUE
IMO3HABATEJbHON aKTUBHOCTU U PeYU), OTPAHUYEHUE JBU-
JKeHU# B KOHeUHOCTaAX. VI3 amaMHe3a 'KU3HU KU3BECTHO,
4TO pebeHOK OT 3-i1 6epeMeHHOCTH, IPOTeKaBIeii Ha (hoHe
JIerKoro Tokcukosa 1-it mosoBuuabl, OPBU B I Tpume-
cTpe OepemenHocTu. Poxbl Ha 42-11 Henesie ¢ MeIUKaMeH-
TO3HOU pompocTuMmyJAnueir. Macca Tena mpu poKIeHUU
3870 r, poct 55 cM, OKDPYKHOCTb T'OJIOBHI IPU POXK-
menum 36 cm, omeHKa mo Imkasige Apgar 8/9 0Gasios.
Breinucana B cpok. C pokaeHUs OTMeYasUCh JerKas
MBIIIIeYHAsA TUIIOTOHUA, OecrokoiicTBo. IIlcuxomoTopHOE
pasBuTue 1o Bospacty. IIpu IpoBemeHUM KpaHUANb-
vHoii coHorpadum (HCI') B 1,5 mecAma maTojoruum He
BBIsIBJIeHO. IIpu mOBTOpHOM HCCIeOBAaHVU B AWHAMUKE
o0Hapy:KEeHBbl pacIIVpeHVe HapPYKHBIX ¥ BHYTPEHHUX
JINKBOPHBIX IIPOCTPAHCTB, BPOKJEHHBIE aPAXHOULAJb-
HbIe KHCTBHI IIOJIFOCOB O00EMX BUMCOUHBIX goJieir, Tuim 1
mo lanaccu. YuuTbiBasg BBIABJIEHVE COHOTI'PA(DUUYECKUX
IIPH3HAKOB apaXHOULATBHBIX KUCT, PEKOMEHIOBAHO IIPO-
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Puc. 4. MPT rosnosaoro mosra mamuenteu K., 1 rog 6 mecs-
ueB: Ha T2-B3BeIlIeHHBIX U300paKeHNAX (CArUTTAJIBHBIHN Cpes)
YMeHbIIIeHre pa3MePOB BUCOYHBIX U JIOOHBIX JOJIEH.

Begenue MPT ronoBuHoro mosra. B 11 mecsrieB pebe-
HOK yIaJ ¢ KpPoBaTU BBICOTON 1 M, ymapujcsa roJIOBOH
o Ka(enbHbINI mMoJ. OTMeYaauch IOTEPs CO3HAHUA Ha
5—7 MUH, COHJIUBOCTh, MHOTOKpAaTHAas PBOTA, I'UIIEPTEP-
mus no 38° C. DKCTPEeHHO TOCHHUTAJIU3UPOBAaHA B HeEWH-
poxXupyprudeckuii cramuoHap. depes JeHb COCTOSHUE
YXYIOIINIOCh, Pa3BUJINCHh I'eHEPAJIVN30BAHHBIE TOHUYE-
ckue cynoporu. Ilocse yKasaHHOro smm307a MAIUEeHTKA
yTpaTuia IpeXHue MOTOPHBIE U IICUXOpeUeBble HABBIKU:
mmepecrajsia Jep:KaThb TOJIOBY, II€peBOpPadymMBaTHCA, HapPY-
IINJINCh KOTHUTUBHBIE (QyHKINU. Ha cepuax CHMMKOB
cuupasbHOli KoMubioTepHoit Tomorpadpuu (CKT) BbIAB-
genbl CI' 1eBo# 100HO-TeMEHHO-BUCOYHOM 00JIaCTH, XPO-
Huyeckasa CI' mpaBoii TI0OGHO-TeMEeHHO-BUCOUHOM 00JIacTH,
pacmupeHue HAPY'KHBIX WM JUKBODPHBIX IIPOCTPAHCTB.
ITocraBnen guaruos: «3akpbeiTasg UMT, ymiud rooBHOTO
Mo3ra CpefHell cTemeHU». V3-3a 3HAUUTEJIHLHOI'O Macc-
a(exTa manreHTKe BBIIIOJHEHA Ollepalusd: JPeHUPOBa-
"Hue CI' ¢ aByx cropon. Ilocise omeparnuy HaOJIIOZATIOCH
HEBPOJIOTUUECKOe YJIydllleHue, cy0nypanbHble KOJIeK-
TOPBI YMEHBIITUINCH COTJIACHO JAHHBIM II0CIe0IlepaIiuoH-
HOII HellpoBU3yasmsanuu. JiIeKTposHiledasorpapusa 6es
HapoOKCU3MAaJbHOM aKTHUBHOCTH. Ilocjie BBITMCKU AEBOY-
Ka HalpaBJieHa Ha KOHCEPBATHBHOE JieUeHUe B HeBPOJIO-
rudyeckoe otzenenue. [Ipyu mocTynieHnnu cCOCTOSHNE CPe-
Hel TsKecTU. BBIABIEHO MHOKECTBO JIMIIEBBIX AUCMOP-
(GpusmMoOB: Makpolnedasnsd, KOCTHASA aCUMMeTpUd JHUIa C
npeobJiaJaHEeM CIIpaBa, «ToJyOble» CKJIEPbI, TUIIePTesO0-
pu3M, CeJIOBUIHBIN HOC, HU3KOE PACIIOJIOKEeHUe YIIeH,
HUSKHUU POCT BOJIOC, TMIIEPTPUXO03, AJIUHHBIE PECHUIIBI.
BripaxenHOe oTcTaBaHHE B MOTOPHOM DPasBUTHUU: T'OJIOBY
He yJIep:KUBaeT, He CULUT, He II0JI3aeT, MOXKEeT II0Bep-
HYTBbCA HA IPaBbIil O0K. 3aJeprKKa IICUX0peYeBbIX QYHK-
muii: KpaTKOBPEMeHHAadA 3pUTesIbHAA (PUKCcallusa U ClIerKe-
HUe 3a UTPYIIKOI, yJbIOKa npu obpamienuu. Peuu Her,
IPOUBHOCUT OTAEJbHBIE cJaoru. Co CTOPOHBI YepPeIrrHOH
WHHEepBaIUU BBLIABJIEHA JeBHAIUA A3bIKa BieBo. O6beM
aKTUBHBIX ABUKEHUIN OrpaHWUYEH, IIPEeNMYIIEeCTBEHHO B
IpaBbIX KOHEYHOCTAX. Terpamapes. MbIIIeUHBIN TOHYC B
BEPXHUX KOHEYHOCTAX ITOBBIIIEH 110 IUPAMUIHOMY TUIY.
CyxoxkunbHble pedieKChl B KOHEUHOCTSAX ITOBBIIIEHBI C
npeobsaganuem cipasa D>S. CumnTom BabuHCKOTO «+»
cupaBa. 'mnepKuHe3bl: AUCTOHUSA MBI, KOHEUHOCTEH,
xXopeoaTreTos, reMmudasan3M. MeHUHTeaJIbHbIe CUMIITOMBI
OTpUIIATEJIbHEIE.
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Jauuble o6OcienoBaHUSA: KJIUHUKO-JIabopaTOpHBIE
moKasaTeau 0e3 cylecTBeHHBIX uamenenuii. Ha MPT
TOJIOBHOTO MOBTa BBIABJIEHBI CHUMMETPUYHBLIE H3MEHEe-
Husa 0asaJbHBIX slep, 6eJ0ro BelllecTBa U CTBOJIA MO3ra,
XapaKTepHble IJis TeHEeTUYEeCKOTo/AucMeTadboaIudecKo-
ro 3abosieBaHUSA, MpeanoJo:KuTeabHOo ['Al: pacmiupe-
HUe CUJIbBUEBBIX IIeJiell, XapaKTePHbI CUMIITOM <«HAa[-
KYIIIeHHOTO s0JIOKa»; TUIEePUHTEHCUBHBIA CUTHAJ OT
TOJIOBOK XBOCTATBLIX SiIeP M CKOPJYIBI C 00eMX CTOPOH;
MPUBHAKYU B3aJePKKU MUeJIUHU3aIuu 0esioro BeIecTBa
MO3Ta U pacliupeHune cy0apaxHOUJAIbHBIX IIPOCTPAHCTB;
YMeHBbIIIeHEe pPa3MepoB BHMCOUYHBIX U JOOHBIX JOJei
(puc. 1-4). IlonyueHHBIE JaHHBIE IIOCTY KUJIN OCHOBAHU-
eM JJIs HaIllpaBJIeHUs pebeHKa B MeIUKO-TeHeTHUYeCKU
nentp. Ilo pesyiabTaTaM J1abOpaTOPHBIX MCCJIEIOBAHUI
nmoaTBepskaeH nuaruos3 ['Al. Ilpu umcciaemoBaHuU MOUU
MEeTOJOM Ta30oBOii xpomarorpaduu BBISBIEHO MHOTO-
KpaTHOe IpPEBBINIEHNe YPOBHS TJIyTAPOBOU KUCJIOTHI —
14 634 mmouib/MOJB (HOPMa 0 2 MMOJIB/MOJb). JlanHbIe
TMC 6e3 narosoruun. Ilo pesyabraram JJHEK-quarasocturu
B reie GCDH ob6uapy:keH BapuaT R402W (c.1204 G>T)
B TOMOBUTOTHOM COCTOSTHUM.

Takum ob6pasom, Ha OCHOBAHUU Kaso0d, MaHHBIX
aHamMHe3a 3a00JIeBaHUSA, HEBPOJOTHUYECKOTO0 OCMOTpA,
1a60pPaTOPHO-UHCTPYMEHTAJBHBIX METOJOB KCCJIEI0-
BaHUS, pPE3YJbTATOB MOJIEKYISPHO-TeHEeTUYECKOT0
ucciaenosanusad reHa GCDH 1mocraBiieH KJIMHUYECKUN
IUarHo3: «TIJjyTapoBas anuaypus, tun I. Terpamapes
c ImpeobOJiafaHWeM cIpaBa. ['MIepKUHETUUYECKUUA CUH-
IpoM. 3aZiep:KKa IICHUXOMOTOPHOTO U PEYEeBOTO PA3BU-
Tusi» . COMyTCTBYOIMUNA faruos: «3akpeitad YMT, yiuo
TOJIOBHOT'O MO3Ta cpeHel creneHu TAKecTn» . CocTogHme
mocJye ouepamnun: ApenupoBanue CI' ¢ AByX CTOPOH.

ITanreHTKe pPEeKOMEHIOBAHO COBMECTHOe HaOJome-
HUe CIeIUaJMCTOB, BKJIIOYAsS TeHeTUKa, WMCCJIeIoBaHUe
aMMHOKHCJIOT KpoBu 1 pas B 3 MecdAna, COOJIIOJeHIE
IUEeThl C HUBKUM COfiepKaHueM 0esKa, MeTaboanmuecKas
Tepanus C BKJIIOUYEHWEM BBICOKUX 103 L-KapHUTWMHA U
pubodaasuna.

Yepea wMecsAll Imocje Kypca JeUeHUsS COCTOSHUE
pebeHKa HECKOJbKO YJIAyUIINIoCh. OKPYKHOCTH TOJIO-
BbI (53 cM) IpeBBIIIaeT MOKasaTesb 95-T10 MPOIeHTUIIA.
VBeauuniach JBUTATeJIbHAsT AKTHUBHOCTH, IMAIlMEHTKA
crajla KPaTKOBPEMEHHO YIep:KUBATh TOJIOBY, JeKa Ha
JKUBOTE, MeHEee BhIPAKEHBI JUCTOHNYECKYE HAPYIIIeHUS.

Oo6cyxaenne

T'Al — penkoe remerudyeckoe 3aboJieBaHUe, BbI3BAH-
Hoe pedurnurom GCDH, KoTOopoe mposiBiIseTCA IOBbIIIE-
HUEM YPOBHS TJIYyTapoBOM KucJoThl, 3-OH-riyrapoBoii
KHCJIOTHL ¥ [VIyTaPUIIKAPHUTHA B MOYe, IIJIa3Me U JINKBO-
pe. OpranuyecKkre KUCJIOTHI HAKAIIJIUBAIOTCA B TOJIOBHOM
MOS3Te U IPUBOJAT K IIOBPEXKIEHUIO HeHIDOHOB, MHMMIb-
Tpanuy JuMGOIUTOB, IOBBIIITEHUIO KOHIIEHTPAIIUN BOC-
MaJINTENbHBIX IIUTOKWHOB M OKCHJIAa as30Ta, IVINAJbHOU
nposudepanuu, aTrpoduu CTPUAPHBIX HEHPOHOB M IPO-
rpeccupyioniemy nopaskernuio [ITHC [7, 9].

Knunnueckue nposaBienusa I'Al xapaKTepusyroTcs
pasHooOpasueM CUMIITOMOB, KOTOPbIe MOXKHO Pas3HesuTh
Ha CHHIPOMOKOMILIEKC J0 U II0cJe SHIe(haIuToIon00HO-
ro Kkpusa. Haubosee paHHUM TPU3HAKOM 0OJIE3HU ABJIA-
eTcsad MakpokpaHusa [7, 28]. B Hamem ciydae OKpYyK-
HOCTH TOJIOBBI IIPU POKJEHUU ObLIa HAa BepXHEl IpaHUIle
HOPMBI, OTMeYaJach Jerkas I'UIoTOHuA. Ilpu Helipo-
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Busdyanusanuu (HCI') BbiABIE€HBI aHOMAaJIbHBIE M3MeEHe-
HUA MO3Ta B PaHHEM MJIaJIeHYEeCKOM BO3pacTe, KOTOpbIe
npexpacnosaranu K passutuio CI' [21]. 3aboseBanue
pasBuioch octpo B 11 mecsaneB. B pesyibraTe ocTporo
pasButua CI' mocjie TpaBMBI I'OJIOBBI, HOATBEPIKIEHHOI'O
KT-ucciegoBanueM roJiloBHOTO MO3Ta, COCTOSIHUE PeOeH-
Ka Pes3K0 yXYJUINJIOCH: IOABUINUCH PBOTA, COHJIUBOCTD,
3aTeM IIPUCOEIUHMINCEH DKCTPAIpaMUJHbIEe HAPYIIIeHIA
U yTpaTta paHee npuoOpeTeHHBIX HaBbIKOB. [Ipm T'Al
BBIIBUHYTA THUIIOTe3a O MUKPOSHIIeDATUIECKON MaKpO-
medanauy, COIPOBOKIAEMOI DPaCIINPEHVEM HAPYKHBIX
JIMKBOPHBIX IIPOCTPAHCTB, IPUBOLAINUM K IIOBBIIIEH-
HOMY DHCKY DPAaCTAXKEHUA U Pas3pblBa MOCTOBHUIHBIX BEH
mocje HEe3HAYUTEJNHbHOW TPaBMBI I'OJIOBBI HJIM CIIOHTAH-
HO. B oTimume oT KjaccuuecKoil KJIMHUYECKON Kap-
TUHBI ¢ Makpolledaireil y Halleill MalueHTKU He ObLIO
MUKpPOdHIIe(hanbHON MaKporedaan, YTo IIpenmoaraeT
HaJIn4ye IPYTUX MeXaHM3MOB IIOBPEKJIEHUS COCYLOB.
Tokcuueckoe melicTBUe Ha HEWPOHBI I'OJIOBHOTO MO3ra,
BeidBanHoe gedpumurom GCDH, mokerT MHAYIUPOBATH
apTepUAaNbHYI0 NUJIATAIIVI0O CO CHUYKEHWEM CKODPOCTH U
HOBBINIEHWEM 00beMa IepebpaJbHOM KPOBU. OTO IIPU-
BOAUT K WU3MEHEHUIO ayTOpPeryjaanuu, nepysrnoHHOrO
NaBJIEHUA W PA3BUTHUIO IiepebpabHOM BEHO3HOUM THIIEp-
TeH3uU, 4TO (OPMUDPYeT IOBBLIIMIEHHBI DPHCK KPOBOTE-
yeHus [28]. I[IpusHaKu IOBBIIIIEHHOT0 BHYTPUYEPEITHO-
r0 JaBJIEHUSA MOTYT OTCYTCTBOBATH IIPM KJIMHUYECKOM
obcienoBanuu. [lo maHHBIM JIUTEpaTypbI, OOjee YeM y
25% mamuenToB ¢ CI' guar€os CTaBAT C ONO3LAHHEM
u3-3a HeCIelU(PUUHOCTA CUMIITOMOB 3a00jeBaHUA (COH-
JIMBOCTU, Pa3JPaKUTEJIbHOCTH, OJIeIHOCTH, BSAJOCTH).
ITO MOJUEePKUBAET Ba’KHOCTb IIPOBEJEHUA HeNpoBU3ya-
ausdanuonuoro (MPT) wucciemoBanus roJIOBHOTO MO3Ta
npu noxospeHuu Ha CI', ocobenHo y mamueHToB ¢ ['Al
¢ MHUKpPOsHIle(annyecKkoil Maxkpoiedaineii, a Takxke y
IanueHTOB ¢ HOPMAJLHON OKPYKHOCTBHIO I'OJIOBBI K3-3a
M3MEeHEeHHO! 1epedpaabHO FeMOJUHAMUKHA.

PasBuTne xapakTepHOro KJIMHMKO-HEBPOJIOTHUE-
CKOI'0 CHHAPOMOKOMILJIEKCA, OOHAPY:KeHUEe TUINYHBIX
MPT-npusHakoB 3a001eBaHUA TTO3BOJIUIYU IIPOBECTU JUD-
depennuanbayio fuarsoctuky ¢ 'Al, KoTopas 6bLa o~

TBEPKAeHA MOJIEKYJIAPHBIM rccienoBanueMm reaa GCDH.
HauaToe maToremeTMuecKoe JieueHUE IIPUBEJIO JIHUIIL K
HE3HAUNTEeJIbHOMY pPerpeccy CHUMIITOMOB 3a00JeBaHUA B
OTJINUME OT MAIMeHTOB, ¥ KOTOPBIX Tepalus HaunHAJIACh
Ha JOKJUHUYECKOUW craguu [9], YTO AUKTyeT HeoOXOoau-
MOCTbh PAHHEro CKPUHUHTA U IIaTOT€HETUYECKOTO Jieue-
HUSA JeTel IJIs MpeJoTBpallleHnsl PasBUTHS MeTaboamye-
CKOIl MeKOMIIEHCAIIUYU C TSKEJbIMU HEBPOJOTMYECKUMU
nocyencteusamu [11, 24].

Takum obpasom, IIpeACcTaBJIeHO HaOJIIOeHUEe Mallu-
eHTKM C [OKA3aHHBLIM TeHeTUUYECKHM MWCCJIeLOBaHUeM
nuarHodom I'Al. TpyzHocTu AMArHOCTUKU CBSA3AHBI C
penKocThio 3aboJieBaHUA, HEJOCTATOUYHOW MHMOPMUPO-
BAHHOCTBIO CIIEIUAJINCTOB O KINHUYECKUX MPOSBIECHUAX.
IIpu BBIABIEHUU XapaKTePHBIX HEWPOBU3YaJIUBAIMOH-
Heix (MPT) anomanuit mosra mamueHTsl ¢ CI' TpebyioT
npoBegenus auddepeHnuagabHoOl fuaraocTuku ¢ 'Al.

Brxnad aémopoé: 6ce asmopvl 6 PABHOU cmenerHl 6HEeCLU
c601l 6K1A0 6 DYKONUCH, PACCMOMPENU ee OKOHLAMelbHblil 6aPU-
anm u 0anu coziacue Ha nYOIUKAYUIO.

DunancupoeaHnue: 6ce a6mMOPvL 3aA6ULUL 00 OMCYMCMEUU
@unancosoil noddepicku npu nodzomosie OAHHOIL PYKONUCU.

Kongnruxm unmepecog: 6ce asmopbvl 3a46unu 06 omcym-
CMEUU KOHKYPUPYOU,UX UHMePecos.

IIpumewanue uzdamens: OOO «Ileduampusa» ocmaemcsa
HellMmpabHbLM 6 OMHOULeHUU OPUCOUKYUOHHBLY NpemeH3Ull Ha
onybOIUKOBAHHbLE MAMEPUALbL U UHCTMUMYYUOHALLHLX NPUHAD-
JLejcrocmeil.
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C.B. Batiko

ITEPBBIN OITBIT MCIIOAB3OBAHUS BUMOAHAAOTA
OPUT'MHAABHOI'O ITPEITAPATA 3KYAU3YMABA
AASL TTIPOONAAKTUKN BO3BPATA ATUITMYHOIO
TEMOAUTUKO-YPEMUUYECKOTO CUHAPOMA B ITOYEUHLIU
TPAHCIIAAHTAT YV PEBEHKA

1-a kadeppa AeTckHx 60Are3HeN BeaopyccKoro rocyaAapCTBEHHOTO MEAUITMHCKOTO YHUBEPCUTETa, I'. MUHCK,
PecnryOanka Beaapych

B craThe mpeacTraBieH KJIWMHUYECKHI CIy4ail aTUMHYHOTO TeMOJUTUKO-YPEMHUYECKOr0 CHHIpPOMA
(aI'yYC), ne6roT KoTOpOTO IIpOoTeKa  moa Mmackoit Tunuunoro I'YC. ITocie 4-MecaAYHOTO MPeOBIBAHU I HA
reMoauajn3e mocienymoue 9 Mecanes peGeHOK He HY K/IaJICSI B 3aMeCTUTEJHHOM I0YeYHOI Tepanun.
PasBuTne TepMHMHAJIbHONH MOYEUHOH HEJOCTATOYHOCTH MOTPEOOBAJIO MOJIEKYJIAPHO-TEeHETHYECKOTO
ucclIeqOBaHN JJIA YTOUHEHHUS JUAarHo3a. Y peGeHKa BISBIEHBI MyTAIIMHM T€HOB PEeryJIaTOPHBIX 0eJi-
KOB cucTeMbI KommiemenTa — gakropa I u MCP. Puck Bospara al'VC B moueuHsblil TPAHCILIAHTAT
0e3 NpoBeNeHNns IATOTeHeTHYECKOM NPOGMIAKTHKY P MyTAIUAX dTHX reHoB cocTaBiagetr 10 80% .
IIpuMeHeHUE POCCHIICKOTO OM0AHAJIOTA IKYIN3yMa0a A0 U MOC/Ie TPAHCILIAHTAIMH IIOYKH IT03BOJIMIIO
MPeIoTBPATHTH AKTHBAINIO KOMILIEMEHTa U BO3BPAT 3a00/1eBAaHUA B MePecaskeHHbIH OpraH.

Knioueevie cnoea: amunuinblii 26 MOLUMUKO-YPEMULECKUL CUHOPOM, MPAHCNAGHMAYUSL NOYKU, IKY-
au3ymao, npopunraxKmuka 6o3epama, demu.

Hum.: C.B. Baiiko. IlepabLil onbtm ucnoav308arus OULOAHANL02A OPUZUHAJLHOZ0 NPENnApama IKYyaiusy-
maba 01 npoPuiaKMUKY 6036PAMA AMUNUYHO20 2eMOLUMUKO-YPEeMULECK020 CUHOPOMA 6 NOYeYHbLil
mpancnaaumam y pebenkxa. [Ieduampus um. I'.H. Cnepanckozo. 2021; 100 (1): 293-296.
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