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Glutaric aciduria type 1 (glutaryl-CoA dehydrogenase deficiency, glutaric acidemia type 1) (OMIM 231670) is an autosomal recessive disease
caused by mutations in the gene encoding the enzyme glutaryl-CoA dehydrogenase (GCDH). Glutaryl-CoA dehydrogenase (GCDH) plays
an important role in the degradation metabolism of L-lysine, L-hydroxylysine and L-tryptophan. The insufficiency or absence of the enzyme
leads to the accumulation of by-products of degradation of such amino acids as glutaric acid, 3-hydroxyglutaric acid, glutarylcarnitine (C5DC-
acylcarnitine) and glutaconic acid. The accumulation of glutaric acid and 3-OH-glutaric acid causes neurotoxicity. Glutaric aciduria type 1 can
manifest itself in early childhood with encephalitis-like crises: from three months to three years as GA-1 with infantile onset or from the age
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of six years as the late onset of GA-1. It is characterized by progressive neurological motor disorders, with the appearance of various types of
hyperkinesis in combination with spasticity, a high incidence of disability and mortality. In about 25% of cases, the disease has a subacute
course and manifests over the first year of life with a delay in psychomotor development, the gradual development of hyperkinetic syndrome,
and spasticity. Awareness of doctors and alertness regarding diseases from the group of hereditary metabolic diseases will help to carry out
therapy in a timely manner both in the acute period and in the appointment of long-term therapy to prevent disability of patients.
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I'nyraposas auunypus tun 1 (I'A-1; CHHOHUMBI: He-
JIOCTaTOYHOCTh TyTapui-KoA-nerunporeHassl, rryTapo-
Bag auuaemus tun 1; OMIM 231670, MKB 10 E.72.3) —
ayTOCOMHO-PELIECCUBHOE 3a0o0yieBaHUE, OOYCIOBJIEHHOE
MmyTauussMu B reHe GCDH, xonupyoueM GepMeHT Ty-
tapui-KoA-neruaporenasdy. GCDH urpaeT BaXHYIO pOJib
B JerpajallioHHOM Metabonusme L-nu3uHa, L-rumgpo-
kcumuszuHa U L-tpuntodana. I'A-1 oOycnoBieHa He-
JIOCTAaTOYHOCTHIO WJIM OTCYTCTBUEM (DYHKIIMOHATHHOMN
GCDH, Bo3HMKalolIel B pe3yJibTare e€ OuajiebHbIX Ma-
TOT€HHBIX BapMaHTOB. HemocTtaToUHOCTh MM OTCYTCTBUE
(bepMeHTa TIPUBOAUT K HAKOTUIEHUIO TTOOOYHBIX MPOIYK-
TOB NErpafalliy BbIIIIEYKa3aHHBIX aMUHOKUCIIOT: TJIyTa-
pOBOWi, 3-TUAPOKCUTIYTApOBOU, TIYTAKOHOBOW KUCIOT
u rnytapuikapHutruHa (C5DC). HakormeHue riayTapoBoit
u 3-OH-rnytapoBoil KHCJIOT BBI3bIBAET HEHPOTOKCHUY-
HOCTb (OCOOEHHO BBIpaXXEHO MOBpEXIEHWE CTpuaTyma)
[1,2].

I'en GCDH xapTupoBaH Ha KOPOTKOM 1uieue 19 xpo-
MocoMbl B Jokyce 19p13.2. K Hacrosiiiemy BpeMeHU, co-
rimacHo 6a3e gaHHBIX HGMD Professional, Bepcust 2022.4,
BreHe GCDH onvcaHbl 6oJiee 329 myrauuit. OnHUM U3 ca-
MBIX PacIpOCTPaHEHHBIX SIBJISIETCS MATOTEHHBINA HYKJIEe-
OTUIHBIN BapuaHT c. 1204C>T (p.Arg402Trp), BcTpeyaro-
muiics ¢ yacrtoroit 12—40% B crpanax 3ananHoii EBporbl.
B poccuiickoit momynsiuu Takke WUASHTU(DUIUPOBAHBI

Clinical cases

JBa HauOoJsiee yacTbix BapuaHTa: c. I1204C>T (p.Arg402Trp)
uc. 1262C>T (p.Ala421Val) [1-4].

T'A-1 MoXeT NposIBISATHCS B pAHHEM JETCKOM BO3pPacTe
9HIe(PaTUTONON00OHBIMU KpU3aMu: OT 3 Mec 10 3 JieT nNpu
I'A-1 ¢ MHGAHTUIBHBIM HAayaJioM WJIM ¢ Bo3pacTa 6 jeT
npu no3aHeM Havane ['A-1[1, 2,7, 8].

[pu otcyrcTBuu nevyenust y 80—90% neteit ¢ nHdan-
TUJIbHBIM HauasioM ['A-1 pa3BuBaeTcsl OCTpbIil SHLEhATN-
yecKuil (MeTaboandeckuil) Kpus, 95% 13 KOTOPhIX BO3HU-
KaroT B nepBble 24 Mec XuU3HU. KMMHUYeCKU Kpu3bl Mpo-
SBJISIIOTCSL B BUIIE OCTPO Pa3BUBILEUCS CUMIITOMATUKMU,
COIMPOBOXAAIOIIENUCS TUXOPAAKON, SMU30JaMU CPBhITABA-
HUSl WJIM HEYKPOTUMOI PBOTHI, KUILIEYHBIX PACCTPONCTB,
SNUJENTUYECKUX MPUCTYNOB, YaCTO MPOUCXOJUT YIHETE-
HUE CO3HAHUS 10 COMOpa U KOMBI B PE3YJIbTaTe Pa3BUBAIO-
LIerocsl OT€Ka U HaAOyXaHUsI MO3Ta, YTO MOXET MPUBECTU
K OBICTPOMY JIETAIBHOMY UCXOMY. DTU KPU3bl MOTYT OBITh
CIPOBOLMPOBAHBI UHTEPKYPPEHTHBIM 3a00JI€BAaHUEM, JIU-
XOPaJKOU, OCTIOXHEHUSIMHU B MOCTBAKIIMHAIBHOM MEPUO-
Jie, TOJI0JaHUEM, KaTAOOJIUYECKUMU TTPOLIECCAMU U CTPEC-
CaMU, CBSI3AHHBIMU C aHECTe3Ued U XUPYPTUYECKUMU
BMELIATEIbCTBAMU. XapaKTEPHO, YTO 3TU KPU3BI MPUBO-
JISIT K OCTPOMY IBYCTOPOHHEMY MTOBPEXIEHUIO TTOJI0CATO-
TO Tejla U COMPOBOXAAIOTCS (OOBIYHO B BO3pacTe OT 3 Mec
10 3 JIeT; B pelKuX CIydasix B Bo3pacTte 3—6 JieT) mporpec-
CUPYIOIIUMU HEBPOJOTUYECKUMU [IBUTATEIBHBIMU pac-
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crpoiictBamu. Yaie Bcero pa3BUBAIOTCS pPa3IUYHBIC TH-
bl TUTIEPKUHE30B: XOpen(OpMHBIC, XOPEOATETOMIHEIC,
Oa/UIMCTUYECKUE, TUCTOHUYECKNE, KOTOPBIE MOTYT OBIThH
TeHepaIM30BaHHBIMU, (DOKATLHBIMU WUTH PACTIPEICIISITHCS
10 TEMUTHUITY, & TAKXKE COUETAThCsI ¢ UBMEHEHUEM MBITITEY -
HOTO TOHYCa IO CITACTUYECKOMY THITY.

HecMoTpst Ha BBICOKYIO YacTOTY Pa3BUTUS MHBAJIWI-
HOCTHM M PHCK JICTAIBHOTO MCXOMa, TOCje MepeHeCEHHBIX
9HIIE(ATUTOIIONOOHBIX KPU30B MOXKET ITPOUCXOIUTh Ya-
CTUYHOE BOCCTAaHOBJICHME HEBPOJIOTUYECKUX HapyIle-
Huil. B nanpHeiillieM y MalMeHTOB C BbIPAXXEHHBIMU TH-
MMepKUHEe3aMHl, B TOM 4YuciIe nuacdparMaibHBIMM, YacTO
GOopMUPYIOTCST BTOPUYHBIE OCIOXHEHMUS, TaKWe KaK TH-
noTpodust, XPOHUUECKUI aCHUPALMOHHBLIA CUHIPOM,
MTOABBIBUXU CYCTAaBOB M BBIPAKCHHBINM 00JIEBOM CUHIPOM.
Y 75—80% mnalueHTOB MepBbBIM IIPU3HAKOM OO0JIE3HH MO-
XeT OBITh Makpoliedaaus, KOTopask OTMEUYACTCSI C POXKIE-
HUS WIM pa3BUBACTCS B IEpBbie MeCSbl Xu3HM. [Ipu-
MepHO B 25% ciiyyaeB 3a0oJjieBaHME MMEET MOOOCTPOE
TeUECHUE U TPOSIBIIICTCS Ha 1-M TOMy XU3HU 3aICPXKKOU
TICUXOMOTOPHOTO Pa3BUTHUSI, 3aTeM IPUCOCIUHSIOTCS TH-
MMePKUHE3bI, 9aCTO B COUYETAHMU CO CIACTUYHOCTHIO, YTO
MMPUBOIUT K TTOCTAHOBKE TAaKOTO NMArHO3a, KaK JEeTCKHI
LepeOpabHBIA Mapaind, CIACTUKO-TUIEPKUHETHIeCcKast
dopma [9—13].

Ha niepBom rony xusuu y 10—30% manumenTos ¢ I'A-1
BO3HMKAIOT CyOnypaJIbHbIE KPOBOU3JIUSHUSA, KOTOPBIE MO-
TYT ITOSIBJISITHCS] CIIOHTAHHO MJIY TIOCJIE JIETKOM TpaBMBI TO-
JIOBBI; OHM TaK3K€ MOTYT pa3pelaThesi CIIOHTaHHoO [ 14, 15].

Cynoporu ormevatorcst y 7% nanuentos ¢ I'A-1 [16].
CaMoKynupylolecst TIPUMagIKd MOTYT COMNPOBOXIATH
OCTpBI 3HIEDATONAaTUYECKUA KPU3, B APYTUX CIIydasix
OHM MOTYT OBITh ero TiposiieHueM [17]. Coobianoch o Ha-
JIMYAM CUHAPOMAa MH(MAHTWIBHBIX CIIA3MOB y JETel ¢ Me-
TabOMMYECKMU 3a00IeBaHUsIMU, B yacTHOCTH ¢ TA-1 [18].

[TpuymHBI TOpaXkeHUST CTPUAPHOM CHCTEMBbI TOJIOBHO-
ro mosrampu 'A-1 noctoBepHo Heu3BecTHHI. [Ipennonara-
€TCsI, YTO TaHHBIC MIOBPEXKICHMST BOSHUKAIOT B PE3YJIbTATE
ToKcmYHOCTH ['A-1 n/mim e€ mMpOn3BOIHBIX IO AHAJIOTUU
C HaKOIUIEHUEeM, HalIpuMep, OUIupyorHa IIpyu OMIMpyou-
HOBOI 3HIIe(aTIONaTHH.

MexaHu3MBbI ITaTOreHe3a OCTPhIX SHIIE(PATUTOII0100-
HBIX KPM30B TaKXKe€ OKOHYATEJbHO He SICHBI. CumMTaeTcs,
yTo riayrapoBas u 3-OH-rayrapoBast KUCIOTHI, UMEIOILINE
CTPYKTYpPHOE CXOICTBO C TJIyTaMaTOM, B3aMOIIEIICTBYIOT
¢ N-MeTua-acrmapTaTHBIMU pPeLieNITOpaMU, IJIsI KOTOPBIX
[JIyTaMar SIBJISIETCS €CTeCTBEHHBIM aKTUBATOPOM, UTO BbI-
3bIBAET Ype3MepHOe HakomieHne noHos Ca?' B mocrcu-
HaIITUYECKUX HEHPOHAX C pa3BUTHEM TIyTaMaT-KaJIbIIM-
€BOTo Kackajaa 1 rubenu HeipoHoB. JlpyrumM BO3MOXHBIM
HEHWPOTOKCHUIECKUM (DAKTOPOM MOXKET OBITh HaKOILIC-
HUE POMEXYTOUYHOr0 MeTaboJiMTa ooMeHa TpunTodaHa
U JIN3MHA — KBUHOJIMHOBOM KUCIOTHI. [IprunHoit pa3Bu-
THSI CYONypaIbHBIX KPOBOM3IUSHUN 1Ipu [A-1 cumTaoT
HapyleHue (popMUPOBaHUS COCYINCTHIX CTCHOK, B IEp-
BYIO O4Yepenb COCYIOB TOJJOBHOI'O MO3Ta, IPHUBOISIIECE
K TIOBBIIICHUIO WX MPOHUIIAEMOCTH M BO3HUKHOBEHUIO

&4

KPOBOMBJIUSIHUI B CBS3M C W3OBITOYHBIM COIEpPKaHU-
eM 3-OH-rayrapoBoii KMCIIOTBI BO BpeMsl SMOpuoreHe3a
[2, 19, 20]. Takxe riryrapoBasi KUCJIOTa U €€ METaOOIUTHI
WHTUOUPYIOT MeKapOOKCWIa3y IIyTAMUHOBOM KUCIIOTHI
(rmyramatoekapbokcuiiaza — (epMeHT, yJacTBYIOIIUI
B MeTabOJIM3Me CUCTEMBI TaMMa-aMUIHOMACIISTHASI KHCJIO-
Ta—IJIyTaMarT), 4TO BBI3bIBA€T CHIKCHNE KOHIICHTPALINU
raMMa-aMUHOMACJISTHOM KHUCJOTBI, KOTOPBINA SIBIISIETCS
TOPMO3HBIM HEHPOMEIMATOPOM M WUTPaeT BaxKHYIO POJIb
B maToreHe3e pa3putus cynopor [20].

[Mpu HaTMIMKM y MAIIMEHTOB ¢ HEYCTAHOBJICHHBIM [THa-
THO30M CyOmypaibHBIX TEMAaTOM, OUTEMITOPAIbHBIX apaxHO-
HUIOATBHBIX KUCT ¢ (hopMUpoBaHUEM «3(pheKTa HaIKyIIeH-
HOTO SI0JIOKa» VTN «KPBUILEB JIETYYEil MBIIII», KOTOPOE Ha-
omonaercs y 95% nanueHToB ¢ I'A-1, a Takke ABYCTOPOHHMX
TTOBPEXXICHMI Oa3aJbHBIX SIIEP, B YACTHOCTH, ITOJIOCATOTO
Tena (corpus striatum) B coueTaHUM ¢ Makpouedaneit u ru-
MIepKUHE3aM1, 0COOEHHO BO3HMKIIHUX ITOCJIC OCTPOTO SITH-
30713, KIIMHUYECKU CXOXETO C dHLIEDATUTOM, TOKHbI ObITh
MPOBeIeHBI MCCeToBaHus 151 uckimoueHust FA-1.

Juarno3 'A-1 ycTtaHaBnuBaeTcsl IpU HaJIUYUU OTIpe-
TEJAEHHBIX OMOXNUMUYECKUX /YT MOJIEKYJISIPHO-TCHETH -
YeCKUX U3MEHEHUI, BhISIBISIEMBIX Y IMALIMEHTOB C OIpe/e-
JIEHHON KJIMHUYECKOM CUMIITOMATUKOM WX Ha JOKJIUHMU-
YeCKOM CTamuy MpPHU MPOBEICHUM MacCOBOTO CKPUHUHTA
HOBOPOXAEHHBIX [1, 2, 20, 21].

JI1st GMOXMMUYECKOM JMAarHOCTUKU 3a00JIeBaHUSI 1K -
POKO UCITOJIB3YIOTCSI UCCIIEIOBAHME YPOBHS aMUHOKHUCIIOT,
CBOOOIHOTO KApHUTMHA U allMJIKADHUTUHOB B KPOBU Me-
TOIOM TaHIeMHOM Macc-crekrpoMerpun (TMC), a Takke
oIpenesieHMe B MOYe OPraHUYECKUX KHUCIOT METOIOM ra-
30BOI1 XpoMaTorpaduu ¢ MacC-CIIEKTPOMETPHUEH TTalleH-
TaM C KIIMHUYECKUMH TTPOSIBIICHUSIMU, XapaKTePHBIMU IJIST
T'A-1[2, 20, 22, 23]. ¥ manuenToB ¢ 'A-1 B TToJy4eHHBIX
¢ TIOMOIIIBIO Ta30BOi XpomaTtorpadun/mMacc-creKTpoMe-
tpuu nim TMC pe3ynbTaTax oOpalaioT Ha cebss BHUMa-
HHE 3HAYUTEJIbHO TTOBBIIICHHBIC KOHIIEHTPAIIUU CIICIYI0-
KX MeTadoauToB [23, 24]:

* TJIyTapoBas KUCIIOTa;

* 3-TUIPOKCUTIIyTapOBask KMCJIOTA;

* C5DC;

* TJIyTaKOHOBAsI KMCJIOTA.

C uenpio moaTBepxkaeHus auarHo3a ['A-1 mamuen-
TaM ¢ MOBBIIIeHHOM KoHUeHTpauueir C5DC, rmyrapoBoii
1 3-OH-rayTapoBoit KUCIIOT pEKOMEHIYETCS MOIEKYJISp-
Hasg JIHK-nuarHoctrka (BeIsIBIeHUE OMAJUIeTbHBIX MTaTO-
TeHHBIX BapuaHTOB B reHe GCDH vy MyIbTUTEHHBIX IT1a-
Helei) [25] niam KOMIUIEKCHOe TeHOMHOE TECTUPOBaHUE
(0OBIYHO CEKBEeHUpPOBaHKUE 3K30Ma) [26].

Teparusa nipu 'A-1 HampaBiaeHa Ha KOPPEKIWIO Me-
TabOJIMIECKNX HApYIICHU: IMaTOreHeTHYecKasi TUeToTe-
panus ¢ UCKJIIOYEHUEM BbICOKOOEIKOBBIX MPOAYKTOB, 00-
raThIX JU3MHOM U TPUNTOMDAHOM, 00SI3aTETbHBIM UCITIOIb-
30BaHUEM CICHHMAIM3NPOBAHHBIX ITPOAYKTOB HAa OCHOBE
cMecelt aMMHOKHUCIIOT 0e3 yKa3aHHBIX ITaTOreHETUYeCKHU
3HAYMMBIX aMHHOKUCJIOT C IIeJIbIO TIPeNOTBpaIIeHUs] 00-
pa3oBaHUsI HEHPOTOKCUYECKUX MeTabonuToB. JleBokap-
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HUTUH TIPUMEHSIETCS TTOXM3HEHHO C 1IeJIbI0 BBIBEICHUS
TOKCUYHBIX METAaOOJUTOB M KOPPEKIIMM BTOPUIHOU HE-
MOCTATOYHOCTH KapHUTWUHA. g JledeHuns1 sHI1ehaaInTo-
MMOOO0OHOTO KpH3a B MEXIYHAPOIHBIC M POCCUNCKNE CTaH-
IApThl BKJIIOYEHBI METOIBl MHTCHCUBHOM Tepanuu. I1po-
BOIUTCS CHMIITOMATHYECKasl TepaIusl JIeKapCTBEHHBIMU
IpernaparamMy, HampaBJIeHHass Ha KOPPEKIIMIO HEBPOJIO-
FMYECKUX HapylIeHWN (TMIepKUHE30B, CIIAaCTUUYHOCTHU),
B OTHEJIBHBIX CIyJasx Ha3HAYACTCS IIPOTHBOCYIOPOXKHAS
Teparms), B MEXIIPUCTYITHBIN MIEPUOL IIPOBOISITCS peadu-
JINTaIIMOHHBIE MeponpusaTus. [Ipu HeoOXoaUMOCTH TIPH-
MEHSIETCSI XUPYPIMUECKOe BMEIIATEIbCTBO: JICUCHNE BHY-
TpUYEPETTHBIX KPOBOU3IUSIHUI M KOCTHBIX JedopMalnii
[1, 20, 22,27, 28].

KnuHun4yecknm cnyyam 1

IMaumenTka III., 2 roga 1 mec.

XKanobvt npu nocmynaenuu: 3anepxxKka MOTOPHOTO pa3-
BUTHSI, U3MEHEHMST MBIIIICYHOTO TOHYCa, HEYCTOMYMBOCTD
IIpX XOmb0e.

Anamues. Peb6EHOK OT 4-1i 6epeMeHHOCTH, 3-X POIOB
(1-s1 6GepeMeHHOCTb — 3IOPOBBII MaJIb4YUK, 2-51 — 3aMep-
masi, 3-s1 — ponsl Ha 23-ii Hemesie, MEPTBOPOXKICHME).
TeyeHue maHHOI OepeMEHHOCTU: MHGEKUUS ITOJIOBBIX
myTeit (caHaIus MPOBOAUIIACH), MCTMUKO-1IepBUKAJIbHAS
HEIOCTaTOYHOCTD (Ha cpoke 20 Hem yCTaHOBJIEH pas3rpy-
304HBIN akymepckuit neccapuii). OPBU Ha cpoke 20 Hen
(meyeHne aHTUOAKTEpHATBLHBIMU TIIperaparaMu). AHe-
Musa 1 crenienu. I1o maHHBIM 3-ro0 Y3U-cKpyHMHTA BBI-
sIBJIeHA 3a/iepKKa pa3BuTus 1uioaa 1 crereHu. 'epriec 6e-
peMeHHBIX Ha 36—37-i1 Henene (JeyeHue aluKIOBUPOM
MecTHO). CaMoIpOu3BOJbLHBIE pOJABI Ha cpoke 38 Hem.
ITpu poxnmenun macca 2800 r, mimHa 53 cM, olieHKa
o mkane Anrap 9/10 6amroB, nmpusHaku MopdodyHK-
LIMOHAJIBHOM HE3PEeJIOCTH, TUIIOTPO(dHUs, 9YTO COOTBET-
CTBYET 3aepKKe BHYTPUYTPOOHOIo pa3ButTus. XKenrtyxa
HOBOPOXIEHHBIX — B TeueHUe 1 mec. BakuuHauus npo-
BOIMJIACH IO MHAWBUIYyaIbHOMY TU1aHy. CO CJI0B MaMBbl,
B Bo3pacTte 3 Mmec nocie npuBuBku AK/IC ormeuanoch
YXYAIIEHUE COCTOSIHUS B BUIE 3aIePKKI MOTOPHOTO pa3-
BUTUA (TlepecTasa aepxaTh ronoBy). IlcuxomoTopHOe
pa3BUTHE: TOJIOBY IEPXKUT C 3,5 Mec, cMIuUT ¢ 9 Mec, XO-
out ¢ 1 roma 3 mec. Peub — mocne 2 ner. OcobeHHOCTH
BBEJCHUS NIPUKOPMA: BBEICHUE B PAIlMOH MSICHBIX IIPO-
nykToB ¢ 9 mec. [lepeHec€HHBIE OCTphIe MH(MEKIINOHHBIC
3aboieBaHUs (IO BBIMKUCKE M3 aMOYJIaTOPHOM KapThl):
B 11 Mec — kumieuyHast UH(EKIUS, TaCTPOIHTEPUT Cpeli-
HEeW CTeNeHM TSKEeCTH (TOKCHMKO3 ¢ DKCHMKO30M | crerme-
HU), B 1 ron 3 Mmec — OPBU, dapuHrur cpegHeit creneHn
TSDKECTU ¢ BSHIedannyeckoil peakinueil (CymopoXHBIN
cuHapoM). HacimencTBeHHBIN aHAMHE3: 10 IMHUM MaTe-
pu 'y 6abyuku pedb€Hok ¢ LI, mepTBOpOXIEeHUS.

Anamnes 6onesnu. PedbEHOK Habomaicss HEBPOJIO-
TOM C Bo3pacTa 1 Mec B CBS3M € XKajlobaMu Ha U3MEHEHMS
MbIeyHoro ToHyca. 1o ganusiM Y3U ronoBHOro mo3sra:
acCMMETPUYHAs TUIaTalnsI OOKOBBIX XKEIYIOYKOB, 10 pe-
synabrataM DO snunenTudOopMHOI aKTUBHOCTU HE BBI-

Clinical cases

KnuHunuyeckne cnyyan

siBJeHO. PeO6EHOK HaxoauTcs Ha ydyé€Te y Bpadya-TeHeTuKa
¢ Bo3pacTa 8§ MeC B CBSI3H C XXKajj00aMu Ha 3a1epKKY MOTOP-
Horo pa3Butusi. B Bo3pacte 1,5 roga nposeneHo MPT-uc-
cJemOBaHME TOJIOBHOTO MO3ra: KapTWHA Hambojee Be-
POSITHO COOTBETCTBYET TposiBIeHUSIM ['A-1 ¢ Hanmuuem
YMEPEHHOTO orpaHn4eHust Tuddy3nii oT OJeTHBIX IIIAPOB
¢ obenx ctopoH. OmnpeneneHo coaepKaHue aMUHOKHCIIOT,
OpPTraHMYECKUX KHUCIOT ¥ 2(UPOB KADHUTHUHA B CYXUX IISIT-
Hax KpoBu MeTogoM TMC: pe3koe MOBBIIIEHUE KOHIIEH-
Tpaluy TIyTapWIKapHUTHHA. MccmenoBaHO comepKaHue
OPTraHMYECKUX KUCIOT B MOYE METOIOM Ia30BOM XpOMATO-
rpacdun-Macc-CIeKTPOMETPUHU: TIOBBIIICHE KOHIIEHTpa-
LU [JIyTapOBOM KUCIOTHL 10 283,64 MM/M KpeaTnHuHa
(Hopma < 100). 3akmioueHUe TeHETMKA: HaCJeACTBEH-
Hoe 3a0oJjieBaHMEe OOMEHa BelleCTB — HapyllleHrue obome-
Ha JIM3WHA W TUApOKCcWIM3nHA. HasHayeH JeBOKapHM-
tuH 30% 13 pacyéra 1800 mr/cyt (160 Mr/Kr B CYyTKH).
Hesponoeuueckuii cmamyc npu nocmynieHuu: OKpyxX-
HOCTb TOJIOBHI 47,5 ¢cM, OKpYXHOCTb Tpyau 45 cM, Macca
tena 11 kr, poct 88 cM. [Tonoxenne aktuBHoe. CocTosTHUE
IMUTAaHMSI COOTBETCTBYET Bo3pacTy. [IcnxoamMormoHaabHast
cdepa: B co3HaHUM, KOHTakTHAa. Ha ocMoTp pearupyer
CTOKOIHO. Omoumu muddepeHIMpoBaHbl. BHuMaHue
npuBieKaeTcs, yaepxubaetcs. MHTepecs nrposbie. O0-
pall€HHYIO peyb MIOHUMAET B BO3pacTHOM 00bEMe. Peub —
clioBa, mpoctas (pasa. 3ackeimanue He HapyuieHo. CoH
0EeCITOKOMHBINI, NTepUoauYecKy I1aueT Bo cHe. YepemnHble
HepBbl: | — 00oHsIHME He ucciaenoBanoch; I — 3peHue
coxpanero, D = S; III, IV, VI — rnasHbIe mienm cumMe-
TpuuHbl, S = D. JIBM>XKeHus 171a3 Tpy0d0 HE OrpaHUYEHDI.
3pauku: okpyrioit ¢popmel, 3 MM, D = S, peakiius Ha cBeT
mpsiMasi, COIpyKecTBeHHas1 coxpaHeHbl, D = S. V — nBu-
>KEHUsI HIDKHEH YeTioCcTH, TPOo(rKa KeBaTeTbHBIX MBIIIILT
He HapylieHbl. YyBCTBUTEIBLHOCTh Ha JIMIIE COXpPAaHEHA.
VII — nHHepBaLyss MUMWYECKHUX MBI JIMLIA CHMMETPUY-
Ha. VIII — cnyx coxpanen, D = S. Hucrarma ner, D = S.
IX, X — markoe HEOO: nérkasa gucdarus, poHauus He Ha-
pyuieHa. Msirkoe HEOO nipu (poHaLMM TTOABKHO. ['T10TOY-
HbIe 1 HEOHBIE pedJIeKChl He CHIDKeHBI. XI — monoxeHue
IUIeY, JIONATOK — CMMMETpHYHO. ['oloBa — mo cpemHeit
JIMHUH, TPYAUHHO-KIIOYUIHBIE MBI — CUMMETpUY-
Hbl. XII — nonoxeHue a3bIKa — 110 cpeaHeN TMHUU, GU-
OPMJUISIPHBIX TIOIEPTUBAHUI SI3bIKa HE OTMeUeHO. JIBura-
TeJIbHbIC HABBIKM: CUIUT YCTOMYMBO, CITMHA TIpsiMast. XO-
JIUT C TTOAIEePKKOM 3a 2 pyku. ToHyc MbIi — nuddy3Has
runotonust, D = S. Cua mplii goctatoyHast. CyxoxKuib-
HBbIE 1 HaIKOCTHMYHBIC pedIeKChl ¢ BEPXHUX KOHEUHO-
CTeil CHUKEHBI, C HYDKHUX KOHEYHOCTe CHUKeHbI, D = S.
Bpromnbie pednekcol xusbie, S = D. Cumnrom babun-
CKOTO C 2 CTOPOH OTpUIaTeNbHBINA. UyBCTBUTEIHLHOCTD
OosneBast M TaKTUJIbHAs coxpaHeHa. Ta3oBble (DYHKIMU:
He HapyIIeHBI, HABBIKU OIPSITHOCTH C(hOPMUPOBAHHI.
Buoeo-9IT'-monumopune IpoBOIWIICS B TedeHUe 1 4,
OLICHMBAJIACh 3aITMCh B COCTOSTHUM OOIPCTBOBAHMUS C TIPO-
BeleHHeM (PYHKIMOHAJIBHBIX TTPO0 U BO BpeMs (pU3UO0I0-
ruyeckoro cHa (pmec. 1). 3ammch OCyIIEeCTBIISUIACH HA CH-
creme Buaeo-DDI-monutopunHra «Natus Nicolet One».
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KnuHunuyeckne cnyyan

Hcmonp3oBanach MeXIyHapogHAsh CHUCTEMa HaJOXCHUS
251eKTpoaoB «10-20» ¢ mpuUMeHeHUeM IOIOJHUTEIbHBIX
anekTponoB: DKI, snekrpommorpadust (Ha OeTbTOBUI-
HBIX MBIIIIIAX).

3aKkiI0YeHne: OCHOBHOM PUTM COOTBETCTBYET BO3pa-
cry. CoH nuddepeHimpoBad Ha ctaguu. Pu3noIoruye-
CKME TaTTepHBI CHA IMPEACTaBICHBI YIOBJIECTBOPUTEIBHO.
3aperucTpupoBaHbl aTUIMMYHbIe K-KOMIIeKcH. BOnu-
JIeNTU(MOPMHONM AKTUBHOCTH, SMUJICIITUYCCKMX TIPUCTY-
MoB ¥ X DD -nmaTTepHOB He 3aperuCTPUPOBAHO.

B pesymnbrare mcciaemoBaHMS CIIEKTpa aMUHOKHUCIOT
¥ alIKapHUTUHOB MeTomoM TMC BBISIBICHO yBeIude-
Hue KoHueHTpauu C5DC no 1,991 MxMoib/1 1ipu HOpMe
ot 0 mo 0,259 mxMoab/11. OcTaNbHBIC TTOKA3aTEIN — B IIpe-
Jeaax HOpMaJIbHBIX 3HAYCHUIA.

Ha BTOpoMm sTamne MeTomom ra3oBoii XxpoMaTtorpacduu
C MacC-CIEKTPOMETPUUECKHNM IeTEKTHUPOBaHEM Ha Ta30-
BoMm xpomarorpacde «MADCTPO I'X» («<MHTEPJIAB»)
CMEKTPa OPTaHMIECKUX KUCJIOT B MOUE BBISIBJICHO YBEJIM-
YeHMe KOHIICHTPAIIMK ToKa3aTesell TIyTapoBoil, 2-KeTo-
IJIyTapoOBOM KUCJIOT ¥ N-TIPOITMOHWI IITMIIMHA (Ta0/IHIa).

MPT eonosnoeo mozea («GE 1.5 Tl OPTIMA 12520»):
nonydeHbl n3odpaxkenus T1-, T2-BU u FLAIR B carut-
TaJIbHOM, aKCUATBbHON 1 (PPOHTAJIBHOM MPOEKIUIMSIX, a TaK-
K€ B UMITYJIBCHBIX ITOCJICIOBATEIBHOCTSIX (pexkumax) DWI,
SWAN, 3D FSPGR BRAVO (puc. 2—4). 3akmodyeHue:
MP-kapTtuHa 6uaTepajbHOTO MOPAXKEHUST MOAKOPKOBBIX
saaep (OJaemHbIe IIaphl); CHMMETPUIHOTO MEPUBEHTPUKY-
JIIPHOTO OYaroBOTO ITOpaXXeHMsI OeJI0oro BeIlecTBa 0O0JIb-

LIMX MoaylIapuit, HauboJjee BEpOSITHO B CTPYKType 3a00-
JIEBaHWI M3 TPYIITBI METa0OJINMUECKUX dHIIE(aTOaTHIA.

Monekynspro-eenemuueckoe uccredogarue. MeTtomom
MPSIMOTO aBTOMAaTHUYECKOTO CEKBEHMPOBAHMSI Ha CEKBEHA-
tope 3500 («ThermoFisher») ncciaenoBansl 3K30HBI 02—12
reHa GCDH, a Takxe NpuJieraionme MHTPOHHbIE 00JIACTH.
B 3k30He 04 BBISIBIICH TTaTOT€HHBINM BapuaHT c.219del B reTe-
PO3UTOTHOM COCTOSIHUU, IPUBOASIIMHI K CIBUTY PAMKU CUU-
TeiBaHUs p. Y74Tfs*68. [laroreHHBII BapUaHT OIKCaH paHee
y maumeHToB ¢ ['A-1 [21] B ak30He 11 BbIsIBlIeH NaTOreHHBII
BapuaHT c. 1204C > T B reTepO3UTOTHOM COCTOSTHUM, TIPUBO-
ISAIIAA K aMMHOKHCIOTHOMY BapuaHTty p.Arg402Trp. T1aTo-
TeHHBII BApMaHT oNucaH paHee y manyeHToB ¢ [A-1 [3].

B cranuonape mpoBeneHbl peabUIUTAMOHHBIE Me-
PONIPUSTHUS, KOPPEKLMSI OUeTOTepanyy, Ha3HavYeHa
CIIeIIMaIN3UPOBAaHHASI aMUHOKHUCIIOTHASI CMeCh 0e3 JIM-
3MHA 1 TpunTodaHa, COCTaBICH MHIWBUAYAIbHBIN TUIAH
MMUTAaHMUSI C UCKITIOYCHUEM BBICOKOOETKOBBIX MPOIYKTOB,
CKOPpPEKTHpPOBaHa 103a jieBokapHuTtruHa 30% pacTBop wist
IprieMa BHYTPb 0 1 I/cyT, pomuTeasaM JaHbl TOAPOOHBIE
peKOMEHIAMY M0 MPOoGMIAKTAKE W OKa3aHUIO TEepBOI
ITOMOIIIY TIPY PUCKE Pa3BUTHS META0OJIMIECKOTO KpHr3a.

KnuHunuyeckunm cnyvai 2

ITauuenTtka H., 2 roga 3 mec.

Kanobvl npu nocmynienuu Ha HapyllleHUE TICUXOMO-
TOPHOTO Pa3BUTUS (TOJIOBY HE AEPXKUT, HE CUIUT, HE XO-
IIUT); BBIPAXXEHHBIN NeUIIUT Macchl Teia; AMCTOHWYE-

Puc. 1. MaynenTka L., 2 roga 1 mec. 33T Il cragna nREM cHa. Hopma.
Fig. 1. Girl patient Sh., 2 years 1 month. EEG Il stage of nREM sleep. Normal EEG.
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UccnepoBaHmne cneKTpa opraHMyYecKuX KUCNOT B moue nayneHTKkum L, 2 ropa 1 mec

Investigation of spectrum of organic acids in the urine of the girl patient Sh., 2 years 1 month

Ne
/I

1

19
20
21
22
23
24
25
26
27
28

29

Clinical cases

Kwucnora
Acid

4-TuapokcudeHWIMMPOBUHOTpaIHAS KMCI0Ta

4-Hydroxyphenylpyruvic acid
2-KeTo-3-MeTunBaiepuaHoBasi KUCJI0Ta
2-Keto-3-methylvaleric acid
2-KeTon3okanpoHoBas KACJIOTa
2-Ketoisocaproic acid
2-KeToanunuHoBasi KUCIOTa
2-Ketoadipic acid
2-KerormyrapoBast Kuciora
2-Ketoglutaric acid
3-@OeHUITUPOBUHOTPATHAS KHCIOTa
3-Phenylpyruvic acid
TTupoBuHOTpagHAS KUCIOTA
Pyruvic acid
OKcoyKcycHast KUCIIOTa
Glyoxylic acid
yuc-AKOHUTOBASI KUCJIOTa
cis-Aconitic acid
AIIMTIMHOBAST KUCIIOTA
Adipic acid
S6mouHas KuciaoTa
Malic acid
MeTtunsiHTapHast KUCJI0Ta
Methylsuccinic acid
MeTuiManoHoBas KUcjioTa
Methylmalonic acid
KamnpunoBas kuciora
Octanoic acid
OpoToBasi KUCIIOTa
Orotic acid
2-T'uapoxcudeHmIyKcycHast KUCI0Ta
2-Hydroxyphenylacetic acid
MaioHoBast KUCI0Ta
Malonic acid
SAHTapHas kuciaora
Succinic acid
JlumonHas kucioTa
Citric acid
DTUIMAaTOHOBAsI KUCIIOTa
Ethylmalonic acid
dymapoBasi KUCIIOTa
Fumaric acid
[nyrapoBasi kuciora
Glutaric acid
T'oMoreHTU3MHOBAasT KMCIIOTA
Homogentisic acid
3-T'uapokcu-3-MeTUITIyTapoBasi KUCJI0Ta
3-Hydroxy-3-methylglutaric acid
3-T'UapoKCUTIyTapoBasi KUCIOTa
3-Hydroxyglutaric acid
2-I'mapokcuun3oBajiepuaHoBast KUCIOTa
2-Hydroxyisovaleric acid
3-T'mapokcuun3oBajepruaHoOBas KUCIOTa
3-Hydroxyisovaleric acid
CebalHOBAast KMCIIOTA
Sebacic acid
Cyb6eprHOBasi KUcioTa
Suberic acid

3HaueHue, MM/M KpeaTMHWHA
Data, mM/M creatinine

5.3
0.5
0.2
33
187.2
2.7
16.4
0.5

13.2

05
0.6
0.1
0.1
2.3

0.1

267.9
3.1
0.6

466.6
0.1
1.3
7.4

0.1

0.6

4.9

KnuHunuyeckne cnyyan

Pedepencusie nanubie, MM /M KpeaTnHUHA

Reference data, mM/M creatinine

<12
<2
<2
<10
<100

<3

<18
<5
<60
<100
<5
<5
<5
<3
<3
<3
<5
<80
<700
<10
<3
<3
<3
<10
<8
<2
<35
<5

<10

IIpoodoaxcenue mabauysi cm. Ha cmp. 8.
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Ne Kucnora
n/m Acid
30 N-AuerunacnapraTUKOBasi KUCIOTa
N-Acetylaspartic acid
31 5-OKconpoauH
5-Oxoproline
N-IpONMMOHWIT TTUIUH
32 . .
N-propionyl glycine
33 3-T'uapokcuMacisiHas KMCIOTa
3-Hydroxybutyric acid
34 I'uxonesast kucaora
Glycolic acid
35 4-TunpokcubeHMITyKyCHast KICIoTa
4-Hydroxyphenylacetic acid
36 3-MeHmnyKCcycHas KICI0Ta
3-Phenyllactic acid
37 MeBasioHOBasT KUCIIOTa
Mevalonic acid
38 MoJiouHast Kuciaora

Lactic acid

3HaueHue, MM/M KpeaTuHMHA
Data, mM/M creatinine

PedepeHcHble fanHbie, MM/M KpeaTMHUHA
Reference data, mM/M creatinine

<35
0.9
<60
0.8
<5
286
<5
0.5
< 100
23
<65
44
<3
1.1
<10
0.5
<30
2.5

Puc. 2. MauuenTKa L., 2 roga 1 mec. NMonepeyHbiin cpes Ha ypOBHe NOJKOPKOBBIX AAep.

a — KapTa n3mepsemoro KoabduunerTa andoysnn; 6 — T2 c nogaBneHMeM curHana ot ceobogHoi xugkoctu (FLAIR); B — T2-B3BelleHHOe U3obpaxe-
Hue. OTMeYaeTCA CUMMETPUYHOE Herpy6oe NOoBbILEeHNEe MHTEHCUBHOCTY CUTHaNa oT 6neaHbix WwapoBs Ha T2 v FLAIR (a n 6), orpaHnyeHune anddysnm Ha

kapTe ADC (8), 0603Hau€HO CTpenKamu.

Fig. 2. Girl patient Sh., 2 years 1 month. Transverse section at the level of the subcortical nuclei.

a - map of measured diffusion coefficient (ADC). b — T2 with suppression of signal from free liquid (FLAIR), c - T2 weighted image. There is noted a
symmetrical, non-rough enhancement of the signal from th e pale balls on T2 and FLAIR (a and b), with restriction of diffusion on the ADC map (c), marked

with arrows.

CKHE aTaKW ¥ TUIICPKUHE3BI; IEPUOTNICCKH TTOTHEM TEM-
nepartyphl 10 cyogheOpuIbHBIX 3HAYCHU.

Anamnes: ped6€HOK oT 1-i1 GepeMeHHOCTH Ha (hoHe
OIIepHPOBAHHOTO BPOXIEHHOTO TIOPOKA cepara, KOMITCH-
CHPOBAHHOTO, CO cJIOB MaTtepu. Pomsl Ha 37-it Henene, ca-
MocTosITelIbHBIe. Macca Tena ripu poxaeHun 2320 T, -
Ha 49 cM. Onenka 1o mkaje Arrap 8/8 6aIoB.

PanHee pa3BuTHe 110 BO3pacTy: TOJIOBY AEPKHUT C 3 MecC,
nepeBopaunBaeTcs ¢ 5,5 Mec, CUAUT ¢ 7 MeC, BCTAéT Ha KO-
JICHSIX Y OTIOPHI ¢ 9 Mec.

88

Anamnes bonesnu: B Bo3pacte 4,5 Mec, TIociie 2-ii Bak-
mmHanun AKIC Ha (oHe IOBBIIIEHUS TeMIIEPATypHI
1o 37,5°C y peGEHKa OTMEUaJINCh MOBTOPHBIE TTPUCTYITHI
reHepaJIM30BaHHBIX TOHMYECKHMX CyTOpOr. 3aTeM B Tede-
HUe HeJean — OeCITOKOCTBO, BO30ynuMocTh. O6ciaeno-
BaHHWE U JICUCHUE HE ITPOBOIVIINCE.

B Bo3pacte 9 Mec meBouKa IepecTayia yaepXKUBaTh
TOJIOBY, Jajlee OTMEUYaJoCch HapacTaHWe MBIIICYHOM Clia-
6octu. ['ocmuTanu3poBaHa B CTALIMOHAP IO MECTY KH-
TEJIbCTBA, TI¢ OTMEYAJINCh TeHEpaIU30BaHHBIC TOHM-

Clinical cases
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Puc. 3. MauwuenTka L., 2 roga 1 mec. MonepeuHbie nsobpakeHns FLAIR (T2 c nogaBneHnem cMrHana ot cBO60AHON XKUAKOCTH).
ad— Ha YpOBHe CceMnOBaJibHbIX LEHTPOB, 6 — Ha YpOBHEe TpeyroibHUKoB 60OKOBbIX Xenyaoukos. anaTepaanble CNIBHbI€ YYaCTKN NOBbILWEHNA CUrHana

OT Nepu- 1 CyrnpaBeHTPUKYNAPHOTro 6enoro BellecTsa.

Fig. 3. Girl patient Sh., 2 years 1 month. Transverse images FLAIR (T2 with suppression of signal from free liquid).
a — at the level of semioval centres, b — at the level of triangles of lateral ventricles. Bilateral confluent areas of the elevation of signal from peri- and

supraventricular white matter.

Puc. 4. MauwuenTKa L., 2 roga 1 mec. MonepeyuHble nsobparkeHns T2.

a — Ha ypoBHe cpefHel YepenHoi AMKK, 6 — Ha ypOBHE MOCTOMO3XKeUKOBbIX YroB. ApaxHouaanbHas K1cTa laTepanbHON LMCTePHbI cieBa (6enas
CTpenkKa), Mesike apaxHomgasbHble KUCTbl CPeAHEN YepernHOon AMKN ¢ 06enx CTOPOH (KENTble CTpenku).

Fig. 4.Girl patient Sh., 2 years 1 month. Transverse images of T2.

a — at the level of the middle cranial fossa, b — at the level of the cerebellopontine angles. Arachnoid cyst of the lateral cistern on the left (white arrow),

small arachnoid cysts of the middle cranial fossa on both sides (yellow arrows).

YecKre BIMUICITHYSCKHE TPUCTYIbI, KYMHUPOBABIIHECS
camocTosTeJbHO. HasHaueH mpemaparT BaJbIIPOEBOI
KHUCITOTBI, BITOCJIEICTBUU 3aMEHEHHBI Ha JieBeTupalle-
TaM U (deHobapoburan. [1o MecTy XHUTeIbCTBa 3a0A03pe-
HO 3a00JIeBaHMe W3 TPYIIBI HACJIEACTBEHHBIX 0oJe3Hel

Clinical cases

obmeHa. B Bo3pacrte 11 Mec obciienoBaHa B jabopaTopuu
HacJIeICTBEHHBIX Oosie3Hell oOMeHa Bemiects MI'HII nmM.
akan. H.I1.boukoBa: BbISIBJIEHO MOBBILLIEHWE KOHLIEHTpA-
UM 4-rugpokcudeHualeraTa B Moue, Mpu UCCIeaoBa-
HHUE CIIeKTpa aMUHOKHUCIIOT W allVUIKAPHUTUHOB METOIOM

89

L.O. BADALYAN NEUROLOGICAL JOURNAL (Nevrologicheskiy zhurnal imeni L.O. Badalyana). 2022; 3(2): 82-95



HEBPOJTOTUYECKUIA XKYPHAIT nmenm 11.0. BAQATIAHA. 2022; 3(2): 82-95

https://doi.org/10.17816/2686-8997-2022-3-2-82-95

KnuHunuyeckne cnyyan

B KPOBM METOJIOM TaHAEMHOI Macc-criektpoMeTpun TMC
KpoBU — TIoBhIIeHWe KoHueHTpauuu C5DC nmo 10,555
MKMmoib/1 (Hopma 0—0,4 mxmonn/n). Ilpu Monexymsip-
HO-TeHeTH4YeCcKOM obcienoBaHuu B reHe GCDH BhIBICH
MmaToreHHbI BapuaHT c. [204C>T (p.Arg402Trp) B TeTepo-
3UTOTHOM COCTOSTHMM, YHACJIEHOBAaHHBIM OT OTLA, YyCTa-
HoBJIeH nuarHo3 — I'A-1.

B Bospacre 1 rog 2 Mec Haxonuiach Ha CTallMOHAPHOM
JIEYEHUU B OTHEJEHUM MeIULUMHCKOM reHetuku DI'BY
PJIKBb. B ananu3ax BbIsIBIeHa 3kejle30ae(UILIMTHAS aHe-
MU, TIOKasaTeln KpeaTMH(MOCHOKMHA3B HOpPMAaJbHEIE,
JIAKTaTAECTUAPOTeHa3bl — Ha BEpXHEW TIpaHUIC HOPMBI.
DnekTpoHeiipoMuorpadus: HapylleHUue HaJacerMeHTap-
HBIX BJIMSHUI, MPU3HAKA MHWEIMHOMATUU. DJICKTPO3H-
nedanorpadus: TUTUYHON SMUIETITUYECKON aKTUBHOCTH
He BbIsIBNIeHO. [lonyyana npenapatr 6eH30A1a3eIIMHOBOIO
psiga U 6akjocaH, KOTOpble ObUIM OTMEHEHBI MaMoOii ca-
MOCTOSTEJIBHO, TI0 €€ MHEHWIO, B CBSI3U C OTCYTCTBHEM
addekra. HazHaueH mpemapat jieBeTupaleraM, MaThb ca-
MOCTOSATEJIbHO CHHM3WJIa HO3MPOBKY IIperapara, IIocie
Yero 4yepe3 Mecsil pa3BUJICS SMIICHTUYCCKUN TTPUCTYIL.
B Bospacte 1 rox 11 Mec Ha ¢poHe MOBBILLIEHUST TEMIIEPATY-
pbl Pa3BWICS T€HEPATU30BAHHBINA CYTOPOXHBIN IMMPUCTYIL.
Taxxe nmen MecTo aheOpWIBLHBIN IPUCTYII B 2 Toaa 2 Mec.
Pe6énky HasHaueH 30% pacTBOp JI€BOKAPDHUTUHA IS
npueMa BHYTpb U3 pacuéta 1,2 r/cyt (160 MI/Kr B CYyTKH),
JieBeTHpaleTaM 26 MI/Kr B CyTKH, CIIeLIMaJIM3UpOBAaHHAS
CMeCh IIIyTapuIoH (0e3 TM3MHa U TpUITodaHa).

Heeponoeuueckuii cmamyc. OKpy>KHOCTb T'OJIOBHI 48 cM,
Macca 7,4 xr, nmHa Tena 78 cm. TlosoxkeHne BbIHYKIEH-
Hoe. CocTosTHMEe TTUTaHUSI HU3KOE.

INcuxopeueBast cepa: B cozHanuu. Ha ocMotp pe-
arupyeT TOJIOXKUTEIbHO: YIbIOAaeTCs, OMHAKO TpeOdyeTcs
BpeMs 7151 HaJlakuBaHWs KOHTakTa. Mamy y3Haet. Ha 30B
pearupyeT. DKCIIPECCUBHON peyu HeT.

YepernHble HEPBHI: B3I (DUMKCUPYET, TPOCIIEKIBA-
er. Hucrarma, ctpabusma Het. JIBUKeHUS TJIa3HBIX S0JIOK
B ITOJIHOM 00BbEMe. [1a3HbIe e cCMMMeTpudHbIe, D = S.
IIto3a Her. 3pauku TMpaBUILHON (DOPMBI, (HOTOPEaAKIINS
xkuBas. JIuno cumMerpuuHoe. Touku BbIXoaa TPOMHMUY-
HOTO HepBa MpHY MaJibNallMM NPEeAnoJI0XUTEIbHO 6€300-
Jie3HeHHbIe. [TToTOYHbBIEC pedIIeKCH XKUBEIE.

Meueamenvras cgepa: 00bEM aKTUBHBIX U ITACCUB-
HBIX IBMKCHUM CHUXEH 3a CYET TOHYCHBIX HapyIe-
HUM: MBIIIIEYHBIN TOHYC MOBBIIIEH B BEPXHUX M HUX-
HUX KOHEYHOCTSIX 110 3KCTpalmMpaMuaHoMy Tuny, D =
S. CyxoxXunbHble pedieKchl ¢ PyK U HOTI BBLICOKHE.
Pedaexc babmHCKOTO MOJOXUTENBbHBIN C IBYX CTOPOH.
Bplomnbie pedaekcol Bei3biBatoTcsa, D = S. TIpeameTsl
He 3aXBaThIBAcT, HE yIAepXMBaeT. [IMCTOHUM C BOBIIE-
YEHUEM JIMLEBOU M CKEJIETHOW MYCKYJIAaTYypbl, BEPXHUX
KOHe4yHocTel. ['unepkuHesbl: XopeoaTeToUIHbIE, Oall-
nuctudeckue. HaBbIKM: ro10BY He yIepXXUBaeT, He TIe-
peBopayuBaeTcs, He CUIUT. YyBCTBUTEIBHOCTD: OOJIe-
Basi COXpaHeHa.

Ta3zoBble (DYHKIIUM HEe HApPYIICHBI, HABBIKM OMPSITHO-
cTu He c(hOPMUPOBAHBI.
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MPT-uccaedosanue eonosnoeco mozea («GE 1.5 TI
OPTIMA 450») npoBeneHo B pexumax T1-BU, T2-BU
n FLAIR B caruTtanbHOii, akCHMaJdbHOW M KOpPOHApHOI
MpoeKuMsIx, B pexkume DWI.

Ha MP-tomorpammMax roaoBHOro Moara CpeauHHbIE
CTPYKTYPBI HE CMEIIICHEI.

Ha nonyyeHHBIX M300paXkeHUSIX BU3YaJTU3UPYIOTCS
cienylolye u3MeHeHus (puc. 5—7):

* CUMMETPUUYHOE ITOpaXeHNe IMOIKOPKOBBIX sSSP
(OnemHBINM 11ap, CKOPITYIIA, TOJIOBKA XBOCTATOTO SIIpa) B BU-
Iie 30H noBbIieHHOro MP-curnana B pexkumax T2 u FLAIR
B COYETAaHUM C aTPODUIESCKUMHU N3MEHEHUSIMU TAHHBIX OT-
JIEJIOB MO3Ia;

* mopaXkeHue TIIy00KOoro 0ejloro BelecTBa JIOOHO-Te-
MEHHBIX OTIEJIOB B BUIE 0YaroB MOBHIIIIeHHOT0 MP-cur-
Hana B pexuMax T2 u FLAIR;

* pacupeHue cydoapaxHOUIAIBHOTO IIPOCTPAHCTBA
JIOOHBIX M, 0COOEHHO, BUCOYHBIX TOJICH, CUJIbBUEBHI IICJIN
«OTKDBITHI»;

* JKeJyIOUYKOBasl CMCTeMa: OOKOBBIC XKEIYIOYKU pac-
IIMPEHBI, OOJIBIIE B 00JIACTH MEPETHNUX POrOB, CUMMETPUY-
Hbl. TpeTuii keyno4ek yMeEpeHHO paciuupeH (10 5—6 MM),
YETBEPTHIIl — HOPMAaJIbHBIX PA3MePOB, He IeOPpMUPOBaH.

B oGnactu cTBOJIa 1 MO3XKeUKa, a TaKXKe KpaHUOBEPTE-
OpaJIbHOTO MepexoAa 04aroB MaToJI0rM4eCK U3MEHEHHO-
ro MP-curHaina, 30H KpOBOU3USHUI, HOBOOOpa3oBaHUM
He BBISIBICHO. MUHIAIMHBI MO3KedKa He IPOJadupyIOT
B 0OOJIBIIIOE 3aTHUIOYHOE OTBEPCTHE.

Typeuxkoe cenno o0bI9HOM (OpMBI U pa3MepoB. ['umno-
(13 He yBenUUYeH, OMHOPOIHOM CTPYKTYphl. BopoHka ru-
mo¢n3a 1 3pUTEIbHBIN EPeKPECT HE CMEIICHBI.

B oGnactu opOUT BUAMMBIX MATOJIOTUYECKUX U3MEHE-
HUI He BBIsIBICHO. KaHa/bl 3pUTEIbHBIX HEPBOB U TIEpe-
KPECT 3pUTEIBHBIX HEPBOB HE 1e(OPMHUPOBAHEI.

3akmmoueHne: MP-kapTnHa CUMMETPUYHOTO TTOpaXKke-
HUSI TIOAKOPKOBBIX CTPYKTYP, OY4arOoBOTO MOPaKeHMS 0e10-
TO BEIIEeCTBA OOJIBIIMX ITOMYIIApUi MO3ra, aTpO(UIECKUX
U3MEHEHU JJOOHO-BUCOYHBIX HOJieii Mo3ra (B CTPYKType
MeTtabomyeckoli sH1edamonatun — ['A-1). 1o cpaBHe-
Huio ¢ pesyiabraroM MPT ot 26.03.2014 — otpuuaTeibHas
IWHAMUKa B BUOE YCUJIEHUs Tarosjornyeckoro MP-curna-
JIa OT ITOAKOPKOBBIX CTPYKTYP, B OCTAIbHOM 0€3 TMHAMUKH.

Budeo-99I' monumopune («Natus Nicolet One») mpo-
BOIMJICS B TeUeHUE 1 4, OIIEHMBAJIACh 3aIIMCh B COCTOSTHUH
OOAPCTBOBAHMS C MPOBeAeHNEM (PYHKLIMOHAILHBIX TTPO0
1 BO BpeMsl (DM3MOJIOTMYECKOTO cHa. Kcmoib3oBanach
MEXIyHapomHasl CHUCTeMa HAJIOXKEHMST SJeKTpoaoB «10-
20» ¢ mpUMEHEHHMEM ITOIIOJTHUTEIBHBIX 31eKTponoB: DK,
OMI (Ha IeIbTOBUIHBIX MBIIIIIIAX).

3akioyeHue: (PU3NOIOTUUYECKME PUTMBI OOIPCTBO-
BaHUsI C(POPMHUPOBAHBI COOTBETCTBEHHO Bo3pacty. CoH
MOIYJIMPOBAaH MO cCTagusaM M da3zaMm, PU3NOJOrnYecKue
IMaTTePHBI BRIPaXXeHBI. Bo BpeMsi 3achIlmaHus 1 BO CHE HU3-
KM WHAEKCOM IIPEICTaBICHHOCTH 3apETUCTPUPOBaHA pe-
TUOHAJIbHAS SMIenTU(hOPMHAST AKTUBHOCTh B BUIIE €IIH-
HUYHBIX KOMITJIEKCOB OCTpasi—MeIJIeHHAas BOJIHA B MPaBO
LIECHTPAJIbHO-BUCOYHON 00JIACTH, YaCTO C BOBJICYCHHEM
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LIECHTPAJIBHOTO BepTeKCHOro pervoHa (puc. 8). Bo BTO- MHBIE€ OCTpPbI€ BOJIHBI, PACLIEHEHbI B paMKax BEPTEKCHBIX
poii ctamuu a3bl MEIJICHHOTO CHA 3aperMCTPUPOBAHBI  ITOTEHIIMAJIOB, MMEIOIIMX aTUIIMYHYI0 KOHMUTYypalluio.
CpeIHEeaMIUIUTYIHbIC 3a0CTPEHHBIC IMOTEHIIUAIBI (DPOH- Bo Bpems 3acbinaHusi Mocjie€ OJHOTO U3 MPOOYXKICHUM
TO-LIEHTPAJIbHOM JIOKJIU3ALMU C TIONEPEMEHHBIM MTPE0O- 3apEruCTpUPOBAHbI TPAH3UTOPHBIE PETMOHAIbHbBIE 3aME/I -
JlaJjaHueM B MpaBoOi U B JIEBOM JIOOHO-LIEHTpaJbHbBIX 00- JICHUSI, TIPEACTABJICHHbIE HE3aBUCHUMO B IIPABOM M JIEBOM
JIaCTSIX, IO MOP(OJIOTUH HATIOMUHAOIINE STUJICTITU(DOP- BUCOYHO-TEMEHHBIX objacTsax. Bo BpeMsl ucciaenoBaHus

Puc. 5. Maunentka H., 2 roga 3 mec. [lonepeuHbIin cpes Ha ypOBHe BHYTPEHHEeN Kancynbl.

a — KapTa n3mepsaemoro koapduumerta anddysum (ADC); 6 — T2 c nofaBneHmem curHana ot ceoboaHo xuakoctu (FLAIR); 8 — T2-B3BelueHHOe 130-
6paxeHue.

OTMeuvatoTcsl yMeHbLUEHVE B pa3mMepax BCIeACTBYE aTPOdUM 1 CUMMETPUYHOE N3MEHEHWE MHTEHCMBHOCTY CrHaNa oT CKOPAyrbl M XBOCTAaToOro AApa
(awn 6), 6e3 orpaHuyenuns gudoysnm Ha kapte ADC (8), OTMeUeHbl CTpeKaMu. d 11 8 — PeHOMEH «OTKYLIEHHOTO ABIOKa» NN <KPbISIbEB NeTyYeil MbILLN».

Fig. 5. Girl patient N., 2 years 3 months. Transverse section at the level of the internal capsule.

a— the map of the measured diffusion coefficient (ADC), b — T2 with the suppression of signal from free liquid (FLAIR); c — s T2-weighted image.
There are noted a decrease in sizes due to atrophy and a symmetrical change in intensity of signal from the putamen and caudate nucleus (a and b),
without restriction of diffusion on the ADC map (c), marked with arrows. a and ¢ — the phenomenon of “bitten apple” or “bat wings”) .

Puc. 6. MauneHTka H., 2 roga 3 mec. T2-B3BelLueHHOe U306pakeHre, MonepeyHbIi Cpes Ha YPoBHe cpefHeli YepenHoin AMKM (a) n
60KOBbBIX KeNyA0UKOB (6).

OTtmeuatotca 6V|naTepaanb|e apaxHougasnbHble KNCTbl B NPOeKUnn NOICOB BUCOYHbIX nonen (6enble CTpeHKV]). ATpO(I)I/ILleCKOE pacwmnpeHne nepegHUX
poroB uTen 6OKOBbIX Xenynoykos (J'II/IKBOpO,EWIHaMVIKa KOMI'IeHCI/IpOBaHa), Xentble CTpenku.

Fig. 6. Girl patient N., 2 years 3 months. T2-weighted image, transverse section at the level of the middle cranial fossa (a) and lateral
ventricles (b).

Bilateral arachnoid cysts are noted in the projection of the poles of the temporal lobes (white arrows). Atrophic expansion of the anterior horns and
bodies of the lateral ventricles (liquorodynamics is compensated), yellow arrows.

Clinical cases 91
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Puc. 7. Mauuentka H., 2 roga 3 mec. Kaptbl anddysun ADC (a) n nsobpaxkeHus DWI (6). CummeTpuUHbIe yyacTKu orpaHuyeHns gud-
¢$y3um LeHTpanbHbIX MOKPbILWEYHbIX TPAKTOB.

Fig. 7. Girl patient N., 2 years 3 months, a — ADC diffusion maps, b — DWI images. Symmetrical areas of restriction of diffusion of
the central tire tracts.

Puc. 8. 33 nauneHTkn H., 2 roga 3 mec: Il cragua nREM cHa.

PervioHanbHas snunenTdopmHas akTMBHOCTb B BUAE €AVHNYHbIX, HN3KOAMMIMTYAHbIX KOMMIEKCOB NK-MeafieHHas BOJIHA, OCTpas-MeaneHHas BOsiHa B
MPaBoii LLEHTPaNIbHO-BUCOUHOM 0651aCTH, YaCTO C BOBJ/IEYEHNEM BEPTEKCHDIX OTAENOB.

Fig. 8. Girl patient N., 2 years 3 months. Stage Il of nREM sleep.

Regional epileptiform activity in the form of single, low-amplitude peak-slow wave complexes, acute-slow wave in the right central temporal region, often
involving the vertex divisions.

SIUJICTITUYECKHX MPUCTYIOB Y UKTAJIbHBIX DI -TmatTep- Pebenky nmpoBeeHbI peabMIUTAIIMOHHEIE MEPOITPHSI -
HOB HE 3apeTUCTPUPOBAHO. THSI, COOTBETCTBYIOINE TSKECTH COCTOSTHUSI, CKOPPEKTH -

TMC kposu: mioBbllleHNe KoHIeHTpanmuu C5DC mo  poBaHa aueToTepamnys, Ha3HadYeHa CIIelUaIu3ipoBaHHAs
3,5 mxmoub/1 (HopMma 0—0,4 MKMOJIB/TT). CMeCh aMMHOKUCJIOT 0€3 JIM31MHa U TpUulnTodaHa B KoJuue-
92 Clinical cases
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ctBe 40 r/cyT B 3 mpuéma (13 + 14 + 13 r cyxoro npoaykra)
B COYETaHMU C HU3KOOEJIKOBOU nauetoit. laHbl peKOMeH-
JALMK: [IJ1s1 ONTUMMU3aLMY MUTaHKs Ha (DOHE ITPOBOAUMOI
Tepanuy MaMe MPeIIOKEHO UCIIOb30BaTh MpoayKT «Hy-
tpureH 40 -lys -trp» 6e3 nu3uHa U TpunTodaHa. YBeln-
YyeHa exxelIHeBHas no3a JieBokapHuruHa 30% mo 200 mr/kr
B CYTKU U J103a JieBeTupareTama no 40 Mr/Kr/cyT.

O6cyxaeHune

Ha cerogHsiiHuii geHb 3aperucTpUpoBaHO 0O-
nee 500 yenosek ¢ 'A-1 [22], pactipocTpanéHHOCTb ['A-1
BapbupyeT ot 1 : 30000 mo 1: 100 000—110 000 [29, 30]. ITe-
JIAATPaM U HEBPOJIOTaM HEOOXOOUMO UMETh HACTOPOXKEH-
HOCTb B OTHOIIIEHWMU pUCKA HACAEACTBEHHON 001€3HU 00~
MeHa BelllecTB, B yacTHOCTH ['A-1, y mereit ¢ Makpoueda-
JINeit, pacHIMpeHneM CyOapaxXxHOMIAIbHBIX IPOCTPAHCTB
Mo maHHbBIM Y3M rojioBHOro Mosra, a TakxKe MMEeBIINX
B aHaMHe3e SHIeDATNTHICCKUE PeaKINK; IIPYU HATMINHT
IBUTATEJIbHBIX HAPYIICHUIA, HAIPUMED, TUIIEPKUHETHYE-
CKOTO CHHIpPOMAa B COYETAaHUU CO CIIACTUYHOCTBIO [31].
YuuteiBas ToT (pakT, yto ipu ['A-1 mpopoirkaioTcs Me-
TabOJIMYECKHE MPOIIECCHl ¢ HAKOIUIEHNEM ITOTEHIIMAIbHO
TOKCUYECKHUX BEIECTB, Y MALIMEHTOB ITOSBISIOTCSI HOBBIC
HEBPOJIOTUIECKNE CUMIITOMBI MJIM ITOCTEIIEHHO YXYIIa-
eTcs cocTosiHre. OTCYyTCTBUE afeKBaTHOIO OOCIeIOBaHUS
YBEJIMIMBAET BpeMsl Hayajla JUArHOCTUYECKOTO ITOMCKAa
U YXYOIIaeT COCTOsiHME pebéHKa. BakHO MOMHUTB, UTO
y IALIMEHTOB TaK3Ke MOXKET Pa3BUTHCS CKPBITOE IIOBPEXKIE-
Hue 0a3aJbHBIX TAHTJINEB IIPU OTCYTCTBUU MIACHTU(MUIIN-
POBAHHOIO OCTPOro dHIEePamuTononooHoro Kkpusa [31].

B nepBoM KITMHUYECKOM ciIydyae y peb€HKa OTCYTCTBO-
BaJI BBIpaXK€HHbIC KJIMHUYECKUE TTPOSIBIICHUSI 3a00JIeBa-
Hus. HeBposorndeckyio CUMOTOMATUKY B BHUIE 3adepXK-
KA TICUXOMOTOPHOTO PAa3BUTHsI, MBIIICEYHON THUITIOTOHUH
1 ATAKCUU MOXKHO OBLIO ObI OOBSICHUTD OTSITOLIEHHBIM T1e-
pUHATAIBLHBIM aHaMHe30M. OTHAKO CBOEBPEMEHHOE TIPO-
BEACHNWE HEWPOBU3yAIM3alliv, HAa KOTOPOW BBISIBUJINCH
W3MEHEHMSI, XapaKTepHbIe IJI psiga HelpoMeTadoamie-
CKHUX 3a00JIeBaHMI, MTO3BOJIMJIO TIPOIOJLKUTh TUATHOCTH-
YeCKUI TMOMCK, HA3HAYUTH IMATOTCHETUYECKYIO TEPaITHIO
JICBOKAPHUTUHOM, TUETOTEPAInIO U MPEAOTBPATUTh pa3-
BUTHE META0OJIMIECKOrO Kpr3a 1 yXyAIIeHNEe HEBPOJIOTH-
YeCKOro cTaTyca mauveHTa. JlaHHbIi puMep MoKa3bIBaeT,
YTO MATOJOTMYECKHE IPOIIECCH B OpraHU3Me IPOIOJIKa-
I0TCSI, HECMOTPSI Ha OTCYTCTBUE KIMHUYECKUX TIPOSIBIIC-
HHUI, 0 9Y€M CBUICTEIBCTBYIOT ITOBPEXICHUS MOIAKOPKO-
BBIX SIIEP, BBISIBJICHHBIC TP HEMPOBU3YaIU3allUN.

Bropoit knuHu4YecKuid ciydyail IpencTaBisieT cOOOi
KJIacCUYeCKoe TeYeHHE 3a0oJIeBaHMSI C SHIEDaTIUTONO-
IOOHBIM (MeTabOJIMYECKUM) KPU30M, Pa3BUTHEM JBUTa-
TEJbHBIX HaPYIICHU, CUMITOMATUIECKOI (CTPYKTYpHO,/
reHeTUYECKOM ) amuiienicuy 1 udMeHeHuii Ha MPT, xapak-
tepHbIX g ['A-1. He uckimodeHo, 4To mpoBeaeHUE Liee-
HaIpaBJICHHOTO OMOXMMHYECKOTO HMCCJCHOBAHUS IIOCTIE
TIEPBOro 3MM304a TeHEPAIM30BaHHBIX CYIOpOr Ha (oHe
IMOCTBAKIIMHAIBHON JTUXOPAIKN MOTLJIO ObI HAIIPABUTD M-
arHOCTUYECKUI ITOMCK B HY>KHOE PYCJIO 1 TOMOYb YCTaHO-
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KnuHunuyeckne cnyyan

BUTb IIPaBWIbHBINA OUArHO3, HA3HAYUTH JISYCHUE M TIpe-
OOTBPATUTb TIOBTOPHBIC IPUCTYIIBI C WHBAIMIU3UPYIO-
LM MCXOMIOM.

3ak/ouyeHue

OcBeOMIEHHOCTb Bpayeil U HACTOPOXEHHOCTh B OT-
HOLIEHMU 3a00JIeBaHUI1 M3 TPYIIIIbl HACIEACTBEHHBIX 00-
JIe3Hell oOMeHa BellecTB, B ToM uucie ['A-1, momoxeT
CBOEBPEMEHHO ITPOBOINTH afieKBaTHYIO TUATHOCTHUKY, TTa-
TOI€HETUYECKYIO Tepanuio, MHGOPMUPOBATh POIUTENIE
00 0COOEHHOCTSX M XapakTepe 3a00JieBaHUsI, HEOOXOIU-
MOCTH MOXM3HEHHOTO JIEYEHHUs, ITpaBujIax MpopuIaKTh-
KA UM Mepax 10 MpeAOTBPAIleHUI0 pa3BUTUSI MeTabOIM-
YeCcKMX Kpu30B. Bce 3Tu MeponpusTus HalpaBleHbl Ha
3aMeUVICHNE TIPOrPECCUPOBAHMST KIMHUIECKUX CHUMIITO-
MOB 00JIE3HM U IIPEeIOTBpALEHUE YXYAIIEHUSI COCTOSIHUS
ManyveHTa. YUYUTBIBAsI, YTO [UIST NIPENOTBPALLECHUS WHBA-
JNUAU3alMd TAlUeHTOB HeoOXOAMMO IMarHOCTMPOBATh
0oJie3Hb M HAuMHATh JieYeHUEe Ha MOKJIMHUYECKOM CcTa-
I, T.K. 3(PPEKTUBHOCTD JICUEHUST TaKXKe OIpeaesseTcs
CPOKOM Hauajia Tepaluy, OYeHb BaXXHOE 3HaYCHHE UMEET
BHeIpeHue B Poccuy HeOHaTaabHOrO CKpMHMHIA Ha BCe
MOTeHLIMAJIbHO KypabebHble 3a00/IeBaHMsI U3 IPYIIIbI Ha-
CJICIICTBEHHBIX HApYIIIEHUIT OOMeHa BEIIECTB.
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