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Tnymaposas auudypus I muna — aymocommo-peyeccugHoe 3aboaesanue, obyciosaennoe mymayuamu 6 eene GCDH, kodupyrouiem pepmenm enymapun-
KoA-odeeudpoeenasy. leguyum danroeo hepmenma npusodum k HaKkonnexuro 8 6uos0eUu4eckux IUOKoCmax u mxanax eaymaposoi u 3- OH-eaymaposoii
(3-eudpokcuesymaposoii) Kucaom, oKasbieaowux Helipomoxcuieckoe Oelicmeue nPeUMyuecmeen o Ha noOKopKogble CIMPYKMYPbL 201061020 Mo32d.
B cmamve npusedero onucanue 2 Kaunuveckux cay4aes eaymapoeoii auudypuu I munay demeil, 0uaeHoCMuposarHuix nocae MaHugecmauy Hegpoao2u-
yecKoll cumnmomamuxu. Y 00Ho2o nayuenma 3a6onesanue pazeuaoc 0cmpo, 8 sude IHuedaAumono0o6Ho20 3nU300a, Ymo XapaKmepHo 045 G0AbUIUH-
CMea KAUHU4YecKux cay4aeg 60aesHu. Y opyeoeo 6046H020 cumnmomamuka paseugaiacs nodocmpo. Bedyuum nposeaenuem 60ae3nu y 000ux nayuermos
ABAAACS 2eHEPANU308AHHDLI OUCTOHUYecKUll eunepKuHes. Jlannbie aHaMHe3a U KAUHUKY 30001e8aHUS, HAPAOY ¢ Pe3YALMAMAMU HelpOsU3YaNU3AUUOH-
HO20 UCCAC008AHUSA, RO3E0AUAU BDAUAM NPEONOAONCUMb NPABUAbHBIE OUARHO3 U NOOMEEPOUMb €20 ¢ NHOMOUbI0 OUOXUMUYECK020, A 3aMeM U MOACKYASD-
HO-2eHeMUYecK020 ananu3a. B oboux cayuanx, Hecmomps na Ouemomepanuio ¢ UcnoAb308aHUeM CReYUAIU3UPOBAHHO20 AewelH020 nPodyKma, y 60AbHbIX
COXPAHSANUCD 08ULAMENbHbIE HAPYULCHUS.

Kimouesble cioBa: eaymaposas ayudypus I muna; ogueamenvible HapyuieHus; OUazHoCMuKka, Ouemomepanus.
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Two clinical cases of glutaric aciduria type I
in the Republic of Bashkortostan
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Glutaric aciduria type I is an autosomal recessive disease caused by mutations in the GCDH gene, which encodes the glutaryl-CoA-dehydrogenase enzyme. A
lack of this enzyme leads to the accumulation of glutaric and 3- OH-glutaric (3-hydroxyglutaric) acids in biological fluids and tissues, which have a neurotoxic
effect primarily on subcortical brain structures. We present two clinical cases of glutaric aciduria type I in children diagnosed after developing neurological
symptoms. One patient had acute disease onset in the form of an encephalopathic crisis, which is typical for most clinical cases of the disease. The other patient
developed subacute symptoms. Generalized dystonic hyperkinesia was a key sign of the disease in both patients. Information from the medical history and clinical
presentation, together with the neuroimaging results, enabled us to suspect the right diagnosis and to confirm it using biochemical and then molecular genetic tests.
In both cases, despite diet therapy using a specialized medicinal product, the patients continued to have motor disturbances.
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Beenenne

Iyrapoas auunypus [ Tuna (TAI) — ayrocomMHo-pelieccuBHOE
3aboneBanue (OMIM #231670, MKb X — E72.3), 06ycioB-
JICHHOE MYTAaLMSAMU B IeHe, KONUPYIOLEeM GepMEHT IJIyTapul-
KoA-nernnporenasy (GCDH). TAl otHocuTcs K penkum 6oses-
HSIM, 4acTOTa 3TOM MaToioruu cocTassgeT B cpearem 1 : 100 000
HoBopoxneHHbIX [1]. Ten GCDH noxanu3oBaH Ha 19 xpomo-
come (19p13.13) [2], B Hem ommcaHo Ooee 200 myTarmii |3,
4]. ®epment GCDH yyactByeT B MeTaboIM3Me aMUHOKHCIIOT
qu3vHa u Tpunrtodana. Ilpu GaokupoBaHUM (HepMEHTATUB-
Hoii peakiuy u3-3a gepexra GCDH npoucxomuT HakorieHue
IJIYyTapoBOM M 3-TMAPOKCHUIIYTapOBOM KUCIOT B OMOMOTHYe-
CKUMX XHUIKOCTSIX OPTraHM3Ma, KOTOPOe MOXHO OIpPEAENUTh C
MOMOLIBIO Ta30BOM XpomaTorpaduu WIU TaHAEMHOW Macc-
criekrpomerpuu (TMC) [5]. [oBblleHWE KOHIIEHTPAIIMYT 3THX
KUCJIOT PUBOAUT K MOBPEXIECHUIO KIETOK MO3Ta MOCPEICTBOM
aktuBaiu NMDA-pe1ientopoB, pa3BUTHS AUCOATaHCA MEXTY
riayramarepruyeckoit 1 TAMKepruveckoii cucteMaMu roJioB-
Horo Mo3ra [6].

Jle6rot TAl mpuxonuTCst Ha paHHUIA IETCKuMiA BospacT (3—36 Mec),
MpU 3TOM Yy OOJIBUIMHCTBA 3a00JEBIIMX OETEH C POXACHUS
oTMevaeTcsl MakpokpaHus. B 90% ciydaeB 3aboneBaHue Ma-
HubecTUpyeT Mo TUMY SHIEDATUTONOAO0HOIO Kpu3a IMOoCIe
BO3IEICTBYS MPOBOLUpYIONIETO (DaKTOpa: BAKIMHAIIMU, XH-
PYPIrMYECKOTO BMEIATEIbCTBA, MHTEPKYPPEHTHOTO 3a00J1eBa-
HUS C TMXOPAIKOM.

Y 10% nanueHTOB 3a00/MeBaHie UMEET TTONOCTPOE Pa3BUTHE.
B cnyuae pa3BuTus Kpu3za y pebeHka HaO100al0TCs TUIepTep-
MUsI, MHOTOKpATHasl PBOTA, SMMJIENITUYECKIE IPUCTYITBI, HApy-
IICHIE CO3HAHMS 1 09aTroBast CHMIITOMATHKA B BIIE SKCTPAIIH-
PaMUIHBIX HapyIIeHUH, TaKUX KaK TUCTOHMS M XOpeoaTeTos.
B cnyyae momocTporo pas3BuTHsi 3a00NeBaHUS MALIMEHTH B
TeyeHue 1-ro roja XXMU3HU HaOMOAAIOTCS 110 TIOBOAY 3adePXKKHU
TICUXOMOTOPHOTO Pa3BUTHS, K KOTOPOiA B TTOCIEAYIOIIEM TIPU-
COEIMHSIOTCS TUITEPKUHE3H [7, 8].

XapakTepHbIM Helpopaauosoruyeckum cumnroMoM TAI
SIBJISIETCS CUMMETPUYHOE pacUIMPeHKe CUIbBUEBBIX LieNei
¢ ¢opmupoBaHueM «3hdeKkTa HAAKYIIEHHOTO sS0J0Ka» WK
«KPBLIBEB JICTYYeH MBIIIM». KpoMme 3Toro cuMIiTomMa y marm-
€HTOB MOTYT Ha0JII0AaThCsl BEHTPUKYJIOMEraius, cyonypasib-
HBIE TeMATOMBI, apaXHOMIANbHbBIE KUCTHI, 3aIepXKa MUEITU-
HU3ALMKU/IEMUETNHU3AIUST U HEKPO3 0a3albHbIX T'aHTIUEB
[9, 10].

MeTtabonnyeckass KOppeKius 3a00ieBaHusl MPECTABISET CO-
0ol ITUEeTOTepanuio ¢ OrpaHMYeHueM Oenka, J00aBKOM Kap-
HUTMHA, WCIOIb30BAHUEM CIIELUATU3NPOBAHHBIX CMeEcei
6e3 nmu3uHa u Tpuntodana [11]. B HacTosee Bpems 601€3Hb
BKJIIOUYEHA B TIEPEYCHb KM3HEYIPOXAIOIIUX M XPOHUUYECKUX
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TIPOrPECCUPYIONINX PeIKUX (OphaHHBIX) 3a00/IeBaHMii!, BKITIO-
YeHHBIe B PerucrTp maiueHTsl 00eCceYnBarOTCs CIIEIMATN3H-
POBAHHOM CMECHIO.

DPPeKTUBHOCTD IeYEHUS OTpeaesseTcs] CPOKOM Hayvaa Tepa-
nuu. Ecny Tepamnus HaYMHAETCS TOCNE Pa3BUTHUS CEPhE3HOTO
HEBPOJIOTUYECKOTO Ae(UINTa, TO Perpecca CUMIITOMATUKH,
Kak npaBujio, He poucxonut [7, 8]. B psiae ctpan Al BKiroue-
Ha B TIPOTPaMMBI HEOHATAIbHOTO CKPHMHIHTA: IS 3TOTO OTIpe-
JensioT conepxkaHue rayrapuiakapHutuHa (C5DC) B msTHe
BoicyLIeHHOH KpoBu MeTonoM TMC. B Poccun HeoHaTanbHbIi
CKPMHUHT Ha JaHHOE 3a00JieBaHUE TIPOBOAUTCS TOJIBKO B IBYX
peruoHax: ¢ 2017 . — B Mockase, ¢ 2018 r. — Bo Brnagusoctoxe.

B cratbe mpuBeneHO OMMCaHWE ABYX KIMHUYECKUX CIy4acB
T'Al, narHOCTUPOBaHHBIX MOCTEe MaHU(ECTALUU HEBPOJIOTH-
YECKOM CUMIITOMATUKMU.

Knunmueckuii cayyaii 1

[Mamuent M., 3 roma, HabmOIAaeTCS B MEIUKO-TEHETHUECKOM
KoHcyabTauu ¢ 13 mec. [lpu oOpalueHuy poauTeau NpeabsiB-
JISUTH KaJIOOB! HA HAJTWYWE y ChIHA HETIPOU3BOJIBHBIX TBUXKE-
HUI B pyKax, HOTax, TYJOBUILE, 3a1ePKKY MOTOPHOTO M IICUXO-
PEYEBOro Pa3BUTHSI.

PebeHok poauics ot 4-it 6epeMeHHOCTH, 1-X pOJIOB Ha CpOKe
38—39 nen. bepemeHHOCTD TIpOTeKana Ha GoHE (PeToITalleH-
TapHOI HEMOCTaTOYHOCTHU, POIBI ObLIM OCIOXKHEHbI TPEXIeB-
PEMEHHBIM M3IUTHEM OKOJIOILIOTHEBIX BOI M IIEPBUYHON Cla-
00CTBIO POIOBOIL HesATeNbHOCTH. Bec pedeHKa mpu poxXIeHUH
3240 1, poct 52 cM, OKpYXHOCTb ronioBbl 34 cMm. OueHka 1o
mikane Arrap 8/9 6amnos. I1pu poxneHn y MaJTburKa BhISBIIC-
HBI KeayoreMaToMa 1 BHYTPIKENYJ0UYKOBOE KPOBOM3IHSHIE
II crenenn. Pebenok BeimucaH Ha 10-e CyTKy TOMOIA 1o Ha-
OJtofeHKe M JICYEHUE y HEBPOJIOra U MeaMaTpa Mo MecTy XKu-
TEJIbCTBA.

JlanpHelIIee pa3BUTHE MaTbuUKa TMPOUCXOIMIO C TeMITOBOM
3alIePKKOI: TOJIOBY IepaKaj ¢ 3 MecC, TIepeBOpadMBaICs C 5 Mec,
HayaJs cuneThb ¢ 7 Mec. HermpousBoibHbIE ABUKEHUS TIOSIBUIMCH
TOCTETICHHO C 8,5 MeC B BUJIe BHITITMBAHMSA PYK U 3aBEACHUS UX
3a criuHy. K 11 Mec Herpour3BoJIbHbIE ABMXKEHHUS HAOTI0IaINCh
B MBIIIIAX IIeW W TYJIOBHIIA (BBITSTMBAHWME M 3aIIPOKUIBIBA-
HUE TOJIOBBI Ha3al), B HOTaxX (BBITATMBAHUE W (POPMUPOBAHNUE
«IIepeKpeleHHOM» 103b1). MOTOpPHOE pa3BUTHE peOeHKa CTAIO
orcTaBaTh. IIpearonoxeH AUAarHO3 AETCKOIO LiepebpaabHOro

" NMoctaHoeneHue Mpasutenbcrea PO ot 26.04.2012 Ne 403 «0 nopsake Beaenus depe-
PanbHOro perucTpa nuL, CTPaZaloLLNX XKNSHEYTPOXKAIOLWMMMU U XPOHUYECKUMI NPOrpec-
CUPYIOLMMU PEAKMI (OptHaHHBIMI) 3a60/EBAHNAMI, NPUBOAALLMMI K COKPALLEHNIO
NPOAOMKUTENBHOCTI XI3HN TPXKAAH AN UX UHBATIMAHOCTU, U €ro PernoHanbHoro cer-
MeHTa».
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Puc. 1. MPT nanuenta M. «BdekT HaaKymennoro 16.10ka»
Fig. 1. MRI of patient M. “Bitten apple effect”

napayuuya (cracTuKo-TurnepkuHeTuueckast oopma). B Bospacre
13 Mec cOCTOSIHHE MaJTbYMKa Pe3KO YXYAIIMIOCH, IIOBBICUIACH
TeMIrepaTypa 10 GeOpuIbHBIX 1MdpP, OH CTal BSJIBIM, COHJIH-
BBbIM, OBUI 3KCTPEHHO TOCITUTAIM3MPOBAH C ITOTO3PCHUEM Ha
HeliponH(eKInoHHOe 3aboneBaHue. [locie yKa3aHHOTO 3IIH-
30/1a peOCHOK YTpaTWJ BCe MPUOOPETEHHBIE paHee HaBBIKK:
TiepecTa CUIETh, IePeBOPAYNBATECS, IEPKATh TOJNOBY, TUIIEP-
KMHE3bl YCUTMIUCh. [Toce BRIMMCKK U3 CTallMOHapa MallueHT
OBLT HAaITpaBJIeH B MEIMKO-TCHETUUCCKYIO KOHCY/IBTAIIMIO.

ITpn 0OBEKTUBHOM OCMOTpE Y MaJbuMKa BBISBIISIACH MaKpo-
KpaHUSL: OKPYXHOCTb ToJIoBBI 51 cM. B3rnsin Ha mpenmere puk-
CUPOBAJI, HO CJIeXEeHME B3TISIOM ObLTO HEIOCTAaTOYHBIM. [oo-
BY YAEpXHUBAJI c1a00, He MepeBOPAUYMBAJICS, HE CHIEI, OMOPHI
Ha HOTU He ObLT0. MBIIIEUHBIH TOHYC OBLT MEepeMEHUYMBBIM
M3-32 AMCTOHMYECKOTrO TMIEpKHHE3a, B KOTOpHI BOBJIEKa-
JIMCh MBIIIIIB JIMIIA, TYJIOBMINA, KOHEUYHOCTEH ¢ (hopMUpPOBa-
HUEM TaTOJOTMYeCKUX 1o3. [TyboKue CyXoXuIbHble pediek-
CBHl OBUTH TTOBBINICHHBIMHU, (PMKCHPOBAIUCH ITaTOJOTUUECKUE
CTOIHBIE 3HAKU ¢ 00eux cTopoH. [To3HaBaTeIbHO-OPUEHTHPO-
BOYHBIC PEAKIIMU OBLTH CHIKEHBI.

W3 pe3ynbTaToB IPOBEICHHBIX paHee MCCIeIOBaHUN HE00X0-
IMMO OTMETUTh NAaHHBIC MAarHUTHO-PE30HAHCHOH TOMOTpa-
(uu (MPT) ronoBHOro Mo3ra, KoTopasi BbIOJTHSIIACH PEOEHKY
Tpuxabl. Ha MPT nauuenTa B Bo3pacte 1 Mec ObLIM BbISIBJECHBI
MPU3HAKY KPOBOUBIUSHUS B 00J1aCTh JIEBOTO OOKOBOTO XKeJy-
J0YKa, YMEPEHHOE JIOKATBHOE pacHIdpeHre cybapaXHOMIaIb-
HBIX TpocTpaHcTB. B 10-MecsyHOM Bo3pacTe OOHApyXKEHBI
cybIypaibHast THTPOMa MpaBoii JIOOHOM 00JacTH, HapyIIeHUE
MUEIMHU3AIUA TOJJOBHOTO MO3ra, PaCIIMpeHHE CIJIbBUC-
BBIX IlIeJIel, CHMMETPUYHOE MOpaXeHUe 0a3aibHbIX TaHIIHMEB
(puc. 1). TTocne xpusa B Bozpacte 13 Mec Ha MPT peructpu-
POBAJIOCH PETUCTPUPOBATHCH HapacTaHUE YBeIMYEHUS Cyba-
PaxHOMIATBEHBIX TPOCTPAHCTB, OCOOCHHO CHIBBUEBHIX IIETIEH,
BEHTPHUKYJIOMETaJIHsI, HapylIeHHe MUEIMHU3ALUNN TOJIOBHOTO
Mo3ra, CUMMETPUYHOE MopaXeHKe 0a3aabHbIX TAHTIHUEB.

C yyeToM NaHHBIX aHaAMHe3a, KJIMHUKUA M HeMpoBM3yalu3a-
IIMOHHOW KAapTHHBI OBLIO TIPEATIONIOXEHO HAIMYKe HelipoMe-
Tab0IMYeCKOro 3a001€BaHKMs M HAa3HAYEHO N000CeI0BaAHME:
TMC, o pe3yibrataM KOTOPOIA BBISIBJIEHBI TOBBIIICHAE KOH-
HeHTpanuy Ipon3BogHoro KapautuHa — C5SDC — u, cooTBeT-
CTBEHHO, U3MEHEHUE COOTHOIIEHUSI CONEPKAHUS €r0 U APYIuX
npou3BoaHbIX KapHutHa: CSDC/C60H = 1 MkM (HopMa 1o
0,350 mxM); C5DC/C60H/C8 = 34,2 (Hopma 9,99), BTOpud-
Hasl HeJOCTaTOYHOCTh CBOOOAHOr0 KapHuThHa: CO = 2,65 MKM
(ropma 10,0—-90,0). TToBbIIeHEe KOHIIGHTPALIUH TTyTapOBOMA
KUCJIOTH 10 5286,54 MM/M (HopMa o 2,0) B Moue 3ahuk-
CHPOBAHO C TTOMOIIBIO METOfa Ta30Boil xpoMarorpadum. Ilo
pesyasratam JJHK-guarnoctuku B 10-m 3k30He reHa GCDH
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obHapyxeHa vactasg myrtamus c.1204 G>T (p.Argd02Trp)
B TETEPO3UTOTHOM COCTOSTHMM. BTopast maToreHHas MyTanus
cekBeHHpoBaHueM 1Mo CeHrepy He BbIssBIeHa. HyxXHO oTMme-
THUTb, YTO B CIJIy OIPaHMYCHUSI CeKBeHUpoBaHus 110 CeHrepy
KPYITHBIC MTepeCTPOKY B TeHe (MHCEePLUU, OETCIWH, TYIUIH-
KalliK), Pery/IsaTopHble 3aMEeHbI, PACIOJIOXKEHHBbIE IYOOKO
B MHTPOHAX, MOTYT HE OTMEYAThHCS.

V nanMenTa nmoarBepxkneH auarHo3 TAl, Ha3HayeHa HU3KO-
oenkoBasg muerta (1,5—2,0 r/Kr OenKa B IeHB) C MCIONB30Ba-
HUEM CIEIMANU3MPOBAHHON CMECU ¢ HU3KUM COfiepKaHUEM
tpuntopana u ausuHa (80—100 Mr/kr B JeHb) M A0OaBKU
L-kapautuna (100 Mr/Kr B OeHB), a TakKKe CUMITOMATHYE-
cKasi Teparusi [BUraTesibHbIX HapyiieHuid. Ha ¢pone mposoan-
MOTO JIeUEHWS OTMEYaIach TMOJIOXUTETbHAS OMOXMMUUYECKast
JIMHAMUKA B BUJIE YMEHBIIEHUSI COAEPXAHUSI TTYTapOBOU KHC-
J0THI B Moyue 110 1036,2 MM/M, o nanHbsiM TMC coxpaHsin-
cs1 moBbIIeHHBINH ypoBeHb C5SDC. B xnmHuueckoit kapTuHe
HabJonanach NONOXUTEebHAS IMHAMKUKA B BUAE YAYUILCHUS
MO3HABATENbHBIX (YHKIUN, HO TUMEPKUHETUYECKUN CUH-
JIPOM COXPaHSLICS.

Kmunmueckuii cayyaii 2

MMauuentka 1O. HabGiomaeTcss reHETMKOM C 16-MeCSYHOro
Bo3pacTa. PomuTenn IeBOYKM XKaJOBAINCh HA HEIPOM3BOJIb-
HBIE IBIKEHMS PYK, HOT, TYJIOBHIIA Y peOeHKa, TIOTEPIO paHee
MPUOOPETEHHBIX HABHIKOB (IlepecTana XOAWTh, CTOSITh, Ca-
IUTBCS), a TAKKE Ha OECITOKOMHOE TIOBEICHNE 1 ITAKCHBOCTb.
JleBouKa poauiack oT 6-if 0epeMEeHHOCTH, 3-X POJOB, Ha CPO-
ke 38—39 Hen. Pomgurenu neBOYKM COCTOSIT B DHAOTaMHOM
Opake, ee IBa cTaplIMx cubca 300poBbl. bepeMeHHOCTh Ipo-
0aHIOM IpoTeKaa Ha (hoHe Yrpo3sl pephiBaHus. Bec neBou-
K¥ Tipu poxxneHuu 3240 1, OKpy>KHOCTh TOJIOBHI 34 ¢M, OlLlgHKa
o mkase Arrap 7/8 6annos. 3 poagoma peGeHOK BbINKCaH B
VIOBJIETBOPUTEIEHOM COCTOSHUU Ha 4-¢ cyTKu. JlanbHeiinee
TICUXOMOTOPHOE Pa3BUTHE AEBOYKM COOTBETCTBOBAIO BO3-
PacTHBEIM HOpMaTHBaM J0 MaHU(beCTalMK O0Je3HU, KOTopast
MIPOM30IILIa OCTPO B 14-Mecss9yHOM Bo3pacTe. Beuepom neBou-
Ka OblJIa TOMBITAa B 6aHe, a HOYBIO Y Hee MOSBUINCH TTOBTOP-
HBIE SIIM30EI PBOTHI, OHA CTaJa BSITOM, 3aTOPMOXKEHHOI. [1a-
LIMEHTKA 3KCTPEHHO FOCMIUTAIM3MPOBAHA B peaHUMAIIIOHHOE
OTIeIeHHE TI0 MECTY XHUTEIbCTBA C TIPEATIOaracMbIM Helipo-
MH(EKIMOHHBIM 3aboeBaHueM. Ee cocTosiHue mpomonka-
JIO YXYIIIAThCsI, TIOSBMIIMCH TIOBTOPHBIC TeHEPATM30BAHHEIC
SIUICTITHYECKHE TIPHUCTYIIBI, HEMIPOM3BOMbHEIC IBIDKCHUS B
KOHEYHOCTSIX, CTaja YTpauuBaTh IPUOOPETEHHbIE TBUTATE b~
HBbIe HaBBIKM (IlepecTaja CTOSITh, CHUICTH, ITOBOPAYMBATHCS
W yAEPXUBATh FONOBY).

ITo pesynmbraTam MccaenoBaHus TUKBOPa, KpOBU HeMpoMH(EK-
IIMOHHOE 3ab0JieBaHNe OBbUTO MCKITIOUeHO. [0 JaHHBIM Helpo-
PAIMOIOTYECKOTO UCCIIEIOBAHNSI BBISIBIIEHO PACIINPEHUE CY-
OapaxHOMJANbHBIX MPOCTPAHCTB I'OJOBHOTO MO3Ta, OCOOEHHO
CW/JIbBUEBOW 1€MW, 04aroBOE MOpaxXeHue Oa3albHBIX Saep U
MO3Xeuka, HICTOHYCHME 3aIHETO OTIeTa CTBOJA MO3O0JUCTOTO
Tena (puc. 2).

B Teuenune mecsia geBouka 0e3 ocodoro addekra neynnach
B JIETCKUX CTalMoHapaX. [Ipy 0OBEeKTUBHOM OCMOTPE B BO3-
pacte 16 Mec y peObeHKa reHETMKOM BBISBJIECHO: HOpMolLieda-
st (46 ¢M), cXomsIIniics CTpabK3M, B3IJISIOM 3a IIpeIMeTaMu
MPOCNEKMBAET, HO K HUM HE TIHETCS; IIOTaHue M (HOHAIWS
He HapylIeHbl; CyXOXWIbHBIC Pe(IEKCH BEICOKHME, OTMEUCHEI
JIBYCTOPOHHUE CTOITHBIC 3HAKHU, TeHEPATM30BaHHBIN TUCTOHU-
YeCKMii TMIEePKUHE3 ¢ XOPEeMIECKMM KOMIIOHEHTOM, BOBJIEKa-



KIMHUYECKWA PA3BOP

A B

Puc. 2. MPT nauuentku 10.

A — arpodust Kopbl, pacliMpeHUe CUIbBUEBBIX 1IeJIei, MOBbILIEHUE
MHTEHCUBHOCTH CUTHAJIa OT 0a3aJIbHBIX FAHTJIMEB;

B — «addexT HaaKyeHHOTOo S1010Ka» , TOBbILIIEHWE MHTEHCUBHOCTU
CUTHaJa OT 0a3aIbHbIX TAHTJIUEB

Fig. 2. MRI of patient Yu.

A — cortical atrophy, widening of the Sylvian fissures, increased signal
intensity from basal ganglia;

B — “bitten apple effect”, increased signal intensity from basal ganglia

IOLIMIT MBILIIBI TYJIOBMIIA ¥ KOHEYHOCTEH. [[eBOUKa rOJIOBY He
yIepxuBaia, He TIepeBOpaurBaiach, He CUiela ¥ He CTOSUIA.
IMo3HaBaTe1bHO-OPHUEHTUPOBOYHBIE PEAKIIMN ObLIU CHUXEHDI,
OTMEYAINCH OECITOKOMCTBO U IIAKCUBOCTb.

ITo manaeiM TMC y 1eBOYKY BBHISBICHO MOBBIIICHUE YPOBHS
C5DC: C5DC/C60H = 5,16 MmxM (sopma no 0,350 MxM),
C5DC/C60H/C8 = 34,4 (nopma 9,99). Ilo maHHBIM Ta30BOi
xpomartorpaduy OOHapyXeHO TOBBIIICHUE COIEPXKAHUS TJIy-
TapoBOM KUCJIOTHI B Moue 110 3347,64 MM/M (Hopma mo 2,0).
ITo pesynsratam JHK-guarnoctuku myraius B rene GCDH
¢.1204 G>T (p.Argd02Trp) y 1eBOYKM BBISIBIEHA B TOMO3MIOT-
HOM COCTOSIHUY.

[ManmenTKa TepeBeicHa Ha HU3KOOETKOBYIO IHUETY CO CITCIIH-
ATM3UPOBAHHOI CMECHIO C HU3KUM COIepKaHUEM TpUITO(aHa
W JM3MHA, J00ABKOM KapHWUTWHA, HAa3HAYEHO CHMIITOMATH-
YyecKoe JIeYeHUe IBUTATeNbHbIX HapylueHuii. [1o pesysibraTam
TMC oTMmeueHa MONOXMTENbHAs AMHAMUKA: CHIDKEHUE CO-
nepxanusgt C5SDC: C5DC/C60H = 1,57 mxM, C5DC/C60H/
C8 = 13,4; comepxaHue TIIyTapoOBOil KUCIOTHI B MOUE CHU3MU-
Jock 10 2083,97 MM/M. IMonoxuTenbHas f[MHAMKMKA B KJITMHU-
YeCKO KapTUHE CBSI3aHa ¢ HeOOJIbIINM YMEHbIIEHUEM CTeIe-
HY TUTIEPKMHE3a M YAyYIIeHHEM IT03HABaTeIbHBIX (DYHKIIUIA:
JIeBOYKa CTaja OpaTb B PyKM MIPYLIKH, TOJOBY YAEPXMBAET
¢1abo, CaMOCTOSITEJIbHO CUIETh HE MOXET.

Oo0cyxaenne

Huarno3 TAl sBngeTcss BBHICOKOBEPOSTHHIM TPU  HATMYMK
OCTpOii 3HLE(ANONATUN ¢ TMPOrPECCUPYIOIIMMU IKCTpanu-
pPaMMIHBIMU HApPYIICHUSIMM U XapaKTepHON HeHpopamuono-
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I'MYEeCKOl KapTUHOM, BKJIIOYAIOIEH J10OHO-BUCOYHYIO aTpo-
(10 rOJIOBHOTO MO3ra ¥ CUMMETPUYHbIE HEKPO3bl Oa3aIbHBIX
raHriaues [7].

OIHUM U3 paHHUX KJIMHUYECKMX MPU3HAKOB Y OOJBLIMHCTBA
nereit ¢ TAl siBasieTcs: MaKpOKpaHusl, KOTOpasi MOXET OTMe-
YaThes yXKe MPU POXKISHUM WM MOSIBUTHCS B TMEPBbIE MECSLIbI
xu3Hu [12]. Y 0boux HabmogaeMbIX HAMU MAIIIEHTOB pa3Mep
FOJIOBBI TIPY POXAEHUU ObUT B MpPEEIax HOPMbI, Y MaJbuMKa
MaKpOKpaHUsl MOSIBUIIACH B MEPBbIe MECSIIbI KU3HU.

B 00oux omucaHHBIX HAMU CTyyasx MaHubecTalus 00Je3HU
MPOM30IILIa B CPOK 10 36 Mec. B mepBoM ciydae paszButHe 3a-
0oJieBaHMS Y MALIMEHTA XapaKTepu30BalIoCh MOIOCTPBIM Teye-
HUEM C MEICHHBHIM HapacTaHHEM 3KCTpalipaMMIHON CHM-
NTOMAaTUKH, TAKOE pa3BUTHE 3a00JI€BaHNUS TaKXKe BCTpeUaeTCs
y nauueHToB ¢ [Al. Tlo naHHBIM JUTEPATYpBI, KaK U B HALIEM
cnyyae, pedeHok ¢ Al MoxeT HaOIIOMATHCS Y HEBPOJIOTA CO
CMaCTUKO-TUIIEPKUHETHYECKOH (DOpMOii IeTCKOro 1iepedpab-
Horo napaimuya [7, 8]. ITocie HacTymieHUsT MeTabOIMIECKOi
JeKoMIeHcaluuy («3HLE(haTUTONMOI00HbI» 3MU30/1) COCTOS-
HYE TAlMeHTa 3HAUYUTEbHO YXYILUIMIOCH: YCUITMIICS TUTIEPKHU-
He3, ObUTH yTpaueHbl MOTOPHBIE HaBBIKU. Bo BTropoM ciydae 3a-
0oJieBaHKE Pa3BUJIOCH OCTPO, KaK y OONBIIMHCTBA OTMMCAHHBIX
paHee nauueHToB ¢ [Al, mpu 3ToM HanboJIee BEPOSITHBIM ITPO-
BOLIMPYIOIIUM (haKTOpOM ObLIO MeperpeBanue. B oboux ciyya-
SIX TIPY Pa3BUTHH «3HIE(PATUTOIION00HOT0» 3ITM30/a MPEIIIOo-
Jlaraics AMarHo3 HelponHMEKInu, KOTopast Oblia MCKI0YeHa
nocJie 1000Ccne10BaHus.

B oboux cmydasx pe3ysabTaThl HeWpOBU3YATM3aMIOHHOTO MC-
CIIeIOBaHUSI MPEICTABIISIA XapaKTePHYIO HefipopaarosIornye-
cKkyto kaptuHy IAl , BKII0YaIoNIylo pacpeHue cyoapaxHou-
JATBHBIX TIPOCTPAHCTB JIOOHBIX ¥ BUCOYHBIX HoMei («3hdekT
HaJIKyIIeHHOTO 510;10Ka»). Bo BTopoM ciyyae MPT ronoBHoro
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pyercst Makpokpanus [13—15]. ¥ mammenTos ¢ TAl yacto nume-
€TCsl HapylLIeHHe/3aepkKa MUETMHU3AIMK, KOTOpasi HabJIo-
Jiaach y MepBOro MalueHTa.

Takum 00pa3oM, B ONMUCAHHBIX HAMM KIMHUYECKMX CITydasix
npeacTaBneHsl ABa tuna TeyeHus TAl. Hauaroe mocne maHu-
(hecTalmy HEBPOJIOTUUECKMX CUMIITOMOB JIEYeHUE HE TIPUBEIIO
K perpeccy CMMITOMOB 3a00JI¢BaHUS B CpaBHEHWH C TALIMCH-
TaMH, y KOTOPBIX TUETOTepaIus HAYMHAIACh HA TPECUMIITOMA-
THYeckoii cramuu |7, 12, 16, 17]. TlpuBeaeHHbIe KIMHUYECKIE
CIlyyau yOemuTeJbHO MOKA3bIBAIOT, YTO IS MPENOTBPaIleHUS
Pa3BUTHSI META0ONMUYECKON NEKOMITEHCALIMK C TSKEbIMU He-
BPOJIOTMYECKUMH TOCICACTBUSIMI KpaitHe BaXKHBI pAHHSIS Ta-
THOCTHUKA U crielrduieckas [MeToTepanus 3aboneBaHusl.
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