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B cmamuve npedcmasnenvt 0anHbvle numepamypot u nepeviii onyonukosanHvili 6 Poccuu kauHu4eckuil
cnyuail peberka ¢ oepuyumom nupysamxap6okcunasvl (JI1K), mun C. Jannwiii cnyuaii sénsemcs

nepsvim onucaruem JJIIK, ony6nuxosanHvim é poccuiickom peyeHzupyemom xyprane. [lo eepuduxayuu
ouazHo3a y nayuenma 3auKkcuposaro 06a snu300a Memabonu1ecKko20 Kpus3a ¢ 1axmamayudo3om,
CNPOBOUUPOBAHHBIX UHIMEPKYPPEHMHBIM 3A007Ie6AHUEM U NOZPEULHOCMAMY 8 Ouerme. DMom cry4ail
noomeepicoaem HeoOX00UMOCMb 2eHemu4ecko2o 00cned08anus Oemeil ¢ 3a0epi KoLl HepBHO-NCUXUUECKO20

U MOMOPHO20 PA3BUMUS, NepeHeCeHHLIMU UHPeKYUAMU 6 PAHHeM 803pActie, He8POI0ZUHeCKUM 0ePUUUMOM
8 NOCMHAMANLHOM Nepuole.

Kntoueevie cnosa: depuvyum nupysamxapooxcunasol, 1aKmamayudos, Memabonuueckuti Kpu3
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upyBarkapbokcunasa (IIK) npencraBmis-
I I eT coboit 6uoTuHCOAep X AUl pepMeHT,
KaTanM3upymwInii ageHo3suHTpudoc-
¢aT-3aBUCKMOe KapOOKCUIMPOBaHUE MUPyBaTa
B OKCaJloalleTaT — KJII0YeBOJ IPOMEXYTOUHBDI
OPOAYKT B IMK/Ie TPUKapOOHOBOM KUCIOTH [1].
Hedbunut nupysatkap6okcumnassl (OIIK) - pen-
Koe HelipoMeTabonudeckoe 3aboeBaHye C ayTO-
COMHO-PeILIeCCUBHBIM TUIIOM HacC/leJOBaHU, Xa-
pakTepusylolleecss MeTaOOMNIECKUMHU KPU3aAMU
C alMFO30M, OTCYTCTBMEM NIpubaBKU B Bece, 3a-
[EeP>KKOJIl IICMXOPEeYeBOro M MOTOPHOTO Pa3BUTUS
U PEUUANBUPYOIMIMMY MUOKIOHUYECKUMN VN
TOHMKO-KJIOHUYECKUMU CYyfOPOraMM, HepemxKo
HposiBIsAolleecs B paHHEM Bo3pacTe. BoifensaoT
Tpu Tuna 3aboneBaHMs, pasaINYALINecs IO Ts-
JKECTHM Te4YeHMSI M OMOXMMMYECKMM IIOKasare-
nam [2]:

= Tun B («dpaHIjysckuit»), OTAMYaeTCsI HeEOHa-
Ta/JIbHBIM [e6ITOM U HeBGIATONPUITHBIM MCXO-
mom;

= tun A («ceBepoaMepUKaHCKUII»), XapaKTepusy-
eTcs 7IerKoil MM yMepeHHO TullepaKTaTalujie-
Mueil u 6ojee QINTENbHON BIXXMBAEMOCTDIO;

» tun C, uMeeT 6MarOMPUATHBIN MPOTHO3 U MPO-
ABNIAETCS  OSUU3OOUYECKUM  MeTabOonMYecKuM
allMI030M M KETOAlMJ030M, BO3HUKAIOIMMU
UCK/ITIOYNUTETbHO B MHEPUOAbl MeTabOoaMIecKOro
crpecca [3].

PacnpocTpaHeHHOCTb

Pacnpoctrpanennocts JIIK B obmeit monynsanuu
cocTtaBnAeT npuMepHo 1:250 000 >XxMBOpOXIEH-
HbIx [3]. ITokasatenu 3ab6omeBaeMOCTH MOTYT Ba-
pbUpPOBATh B 3aBUCUMOCTY OT reorpaduueckoro
permoHa ¥ 3THMYECKOI IPUHAIEKHOCTH, OJHAKO
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B CTPYKType 3a607eBaeMOCTHU Npeobr1afaioT maun-
eHTBI IeTCKOTO Bo3pacTa. 3aboeBaHue BCTpedaeT-
Cs1 C ONMHAKOBOII YaCTOTOI Y NI MY>KCKOTO U >KEeH-
CKOro mona [4].

MonekynapHblii natoreHes

Kaxk yxe ormeuanocs, IIK - 6uoTuHCcOmepxamuii
MUTOXOHJpUANbHBI pepMeHT, KOTOPBIII KaTanu-
3UpyeT KapOOKCMIMPOBaHMe NMUPyBaTa B OKCAJO-
amerar. JlaHHas peak1us MMeeT KI04eBOe 3HaUYeHIE
IIs TIIOKOHEOTEeHe3a M 9HEPTeTUYECKOTO 0OMeHa,
IOCKO/NIbKY obecIeYyuBaeT MOCTYIIEHNE OKCayo-
arerara B MK Tpukap6onossix Kuciaot (IJTK) [3].
CneposatenbHo, I[IK yyacTByeT B akTUBaLIMM LIUKIa
Kpe6ca u unkma mouesunsl [1K. IIIK passuBaercs
BCIefCTBMe MyTanuit B TeHe PC, pacmonoXxeHHOM
Ha xpomocoMe 11 (noxyc 11q13). Ha cerogusamHmiz
[leHDb OIMCAaHO MHOXECTBO reHeTUYeCKIX fe(eKTOB,
OPUBOIAIMUX K CHYDKEHUIO aKTUBHOCTU depMeHTa,
B TOM 4MCJIe TOYeUHble MyTanuu u genenun. l'omo-
3UTOTHBIE MYTallM OOBIYHO KOPPENIUPYIOT C TsXKe-
npiMu popMamu 3abomeBaHus, TOIJa KaK reTeposu-
TOTHBIE MOTYT 00YC/IOBIMBATD CTEPTYIO Mau 6oiee
JIETKYI0 KIMHUYEeCKYI0 KapTuHy [1].

Knunnyeckue XapaKTepuCTuku CMHppoma

HOIIK tuna C nposABnsAercs KpaTKOBpeMEHHBIMM 3MN-
300aMM KeTOallnMJo3a B MJIaJleHYeCKOM M NeTCKOM
Bo3pacTe. TpurrepamMu oObBIYHO CIy>KaT UHTEPKYP-
peHTHBIe MHGEKIWUY VIM HapylleHMA AueTHl. Jns
tumna C XxapakTepHO HOpMalbHOe 1160 3aMefi/IeHHOe
MOTOPHOE 1 IICUX0pedeBoe pa3BuTue. BBumy pefpkoctu
HATONMOIMY KIMHUYECKNUI CIeKTP OINMCAH Ha OCHOBA-
HUY OTPaHMYEHHOIO 4MC/Ia HAOTIOfEHNIT U BKIIIOYaeT
SMM30AMYECKYIO aTaKCHIO, TeMUIIape3, peuguBUpPY-
0L pecCIMPaTOPHBINA JUCTPECC-CUHAPOM, aCCOLU-
MPOBaHHBIN ¢ MHPEKUNAMY, CyTOPOTHU ¥ TUIIOTOHUIO.
B 6moxummdeckoM aHaau3e KPOBU OTMEYAIOTCS MeTa-
6onmyeckuit anumos (anusonnyecknit Ha GoHe cTpec-
ca), TMIepaMMOHMeMMN A, HapYLUIeHUs YIJIeBOLHOTO
Y HEPreTUYeCKOro 0OMeHa: IOBBIIIeHNEe KOHIIEHTpa-
MM TaKTaTa U NUpyBaTa, CHM)KEHME IMPOMEXyToY-
Hpix MerabonutoB LITK. IIpu HelipoBusyanusanun
U PYTUX MHCTPYMEHTAIbHBIX VICCTEZOBAHNAX CIIEIN-
¢duyeckue usMeHeHu s, npucymue TunaM A u B, npu
tune C, Kak IpaBNUJIO, He BBIABNAITCA [4, 5].

InddepeHunanbHas AuarHocTMKa

Juddepennuanpuyio guarnoctuxky JIIK mposo-
IAT C LIMPOKUM CIHEKTPOM MeTaboNM4ecKUX Hapy-
IIeHNIT, B YaCTHOCTU C AePUIIMTOM OMOTUHM/ASEI,
HUPYBaTAeTU/POTeHa3bl, HELOCTATOYHOCTbIO CUH-
TeTasbl rOOKapOOKCUIA3, a TAKXKe C [JPYTUMU MU-
TOXOHZAPMATbHBIMY 3200/1€BAaHUMY, HAPYIIEHUSIMU
ITK u rmokoHeoresesa [4].

Jleyenue

Ha ceroguauHmi fleHb 9THOTponHaA Tepanus JIIK
OTCYTCTBYeT. PekoMeHyeTcA mopaep >KuBaomas Te-
panusd, npegycMaTpuUBaroIas:

Heponorua u ncuxmatpus

KNMHNUeCKkaa npakTika

= BHYTpPUBEHHOE BBEJl€HIE [TTIOKO3bI;

" KOPPEeKIMI MeTaboanIecKoro
KOHTpOJIEM IIOKas3aresnel
COCTOAHIS;

= OpoUIAKTUKY WMHTEPKYPPEHTHBIX 3aboieBaHUI
U CBOEBpeMEHHO€e KYyNMPOBAaHME IPOBOLUPYIOLIUX
bakTOpoB (meruppaTanun, TMXOPagKu, MHPEKIN-
OHHBIX 3IM30/0B, PBOTBI);

= coOniomeHne [OueTbl C BBICOKMM COJEpXKaHMEM
YI7IeBOZOB ¥ G€IKOB M YaCTHIMU IIPHEMaMU MM

= KAaTEropuvecKoe WCKIOUYEHNE KETOTEHHON [ue-
THI [6].

anumosa IO
KUCIIOTHO-OCHOBHOTO

Knunuueckuin cnyyait

Manp4uk HaXORUTCS HOA HabIOfeHNEM Bpadeit
HeAMaTPUUECKOTO OTHEe/NeHNUA C JBYX C HONOBMHOIN
NeT — ¢ MOMEHTA IIOCTYII/IEHUA B CTAIlMOHAP IO IIO0-
BOJly IEPBOTO MeTabOMMIeCKOTO KpU3a.

PebeHok 0T BTOpOIt, pu3MONMOrnIecKN NPOTEKaB-
meit 6epeMeHHOCTH, BTOPBIX CAMOCTOSITEIbHBIX
CPOYHBIX pOmOB. Macca Tena Ipu pOXJAEHUU -
3480 r, gnuHa Tema — 57 cM. VM3-3a mpIXaTeTbHBIX
HapyIIeHMII cpasy Mocjle poxaeHus pebeHka me-
peBeNy B OTHAeENEHNE IIaTONIOI UM HOBOPOXIAEHHBIX
C ZMarHO30M BPOXX/ICHHOJ THeBMOHMY ¥ Ha3HAYU-
nu aHTMbaKTepuaabHYI0 Tepanuio. Beinycan us po-
AUIBHOTO JOMa Ha Ce/ibMble CYTKM >XM3HU IOCTIe
CTabunmsanuy COCTOAHNUA.

B cBsA3MU c 3afepKKOII MOTOPHOTO pa3BUTUA Ha Iep-
BOM TOJly XM3HM peOeHOK HabIofianca BpadyoM-He-
BpPOJIOTOM, PEeTYIsPHO NPOBOAMUINUCH peabuanuTaIu-
OHHbIe MEPONPUATUA U KOHCepBAaTUBHAA Tepanusd
¢ MUHUMaNbHBIM 3¢ dexkToM. [JOIOTHUTENTBHO BbI-
IIO/THSAICS FHeBHO Buaeo-I3-Mmouutopunr (BOM),
10 JTaHHBIM KOTOPOTO PETUCTPUPOBANINCH YMEPEHHO
BBIpa)keHHble HapyLIeHMsA OMOITeKTPUUECKON akK-
TUBHOCTY T'OJIOBHOTO MO3Ta CO CHUJKEHNEM peak-
TUBHOCTU KOPBI, le30pTaHMU3an el 1 GU3PUTMUEN
OCHOBHOT'O pUTMa.

B HacToAlee BpeMA y pebeHka cOXpaHAeTCA 3a/iep-
XKKa IICUXOPeYeBOro pa3BUTHUA.

B Bo3pacTe 2,2 roga Ha GoHe OCTPOIt pecnupaTop-
HOU MHQeKI Y (AHaTOTUYHBII 3MU30L OTMeYancs
y crapiuero 6para) y pebeHKa BO3HMK/IA TPEXKpaT-
Has PBOTA, OTMEYaJoCh IOBBILICHUE TEeMIEPATyPhl
Tena fo cy6debpunpubx 3HaueHnit. Ha pone am-
Oy/IaTOpHOI pernfApaTalMOHHOI Tepalluy B IepBbIe
CYTKM HabOII0anach MOMOXUTEIbHAS JUHAMUKA, Off-
HaKO K Be4epy BTOPBIX CYTOK IOSABUJINCH BBIPa>KeH-
Has BAJIOCTH, IOBEPXHOCTHOE LIYMHOE JibIXaHIUe.
Bpurapoit ckopoit MmegunuHckoi nomowu (CMII)
pebeHOK OBIT TOCTaBICH B peaHMMAIMOHHOE OTHe-
7eHue 061acTHON GOMbHUIIBL.

ITpu mocTymaeHNN COCTOSIHUE TsXKenoe, 00ycIoB-
JTeHHOe MHTOKcuKaunueit. JlJabopaTopHO BBIAB-
JeHbl BBIPa>KeHHBIN NTaKTaTalMi03, JEeMKOLMNTO3
27 x 10°/n1, noBbIIIEHNE COfEPKAHNA TPAHCAMIHAS
(amanunamuHoTpancpepassl (AJIT) n acmaprara-
muHotpancdepass (ACT)) fo 300-400 Ex/n. Ha-
yaTa aHTHMbaKTepuanbHasa 1 NHPY3MOHHAS Tepanus
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MHNYeCKan npakTuKa
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IJII0OKO30-COJIeBBIMY pacTBOpaMy. B mepBble cyTKM
npebbpIBaHMA B peaHUManyy 3apUKCUPOBAHO YXY/]-
IIeHMe COCTOSHMUS U3-3a YCUIEHUS TUIIePKAHUN.
9To moTpeboBano MOAKIOYEHNA pebeHKa K alma-
paTy MCKyccTBeHHON BeHTUnAnuu nerkux (MBJI).
Ha VBJI pebeHok Haxommiaca feBATh cyTok. Ha fe-
CATBIE CYTKM BBIIIOJTHEHA TPaXeOCTOMMUA.
Ocmortp HeBposora: Metabonudeckas sHuedanona-
TUsl, 1IEBOCTOPOHHUII TeMumnapes. 3anogospena 6o-
7e3Hb 06MeHa BeleCTB.
JlaHHble MaTHUTHO-PEe30HAaHCHON ToMorpapuu ro-
JIOBHOTO Mo3ra (ulecTble CyTKM): HPU3HAKYU pac-
mupeHus cybapaxXxHOUJANbHBIX IPOCTPAHCTB
M MEXIIONYIIApHON LienN, MepUBEHTPUKYIsIpHAs
JIeMIKOIIATH S, MEJIKOOYaroBoe o6pasoBaHIme.
B cBA3M € TAXECTDBIO COCTOAHN A MallYIeHTa [epeBen
B ¢efepanbHblil LeHTP, IAe Ha PoHe MHPY3MOHHOI
Tepanmuy IITIKO30-CONeBbBIMU PacTBOpPaMU, MeTa-
60MM41eCcKoil TTOAEP>KKM IeBOKAPHUTUHOM (B Mak-
CUMAaJIBHON CYTOYHOII l03e) M aHTMOAKTepuaabHOI
Tepalluy YHAaA0Ch JOCTUTHYTb CTAaOUIM3aLUU CO-
cTogHusA. PebeHOK mepeBefieH Ha CAMOCTOSTENIbHOE
IbIXaHIeE.
HanHpie BOM: OCHOBHOJI PUTM HeperyaApHBIIL,
4acTOTa B Ipefie/laX BO3PacTHO HOpMBI. DyHKIIU-
OHaJIbHBIE IPOOLI €3 MaTOIOTNYeCKNX M3MEeHEeHUI.
Con guddepeHnupoBaH, ogHako pusmonornyec-
KIUe TaTTePHBl CHa HeperyaspHble. 3aperucTpu-
poBaHa MY/IbTUPErMOHANTbHAS SNMUIeNTU(OPMHAS
aKTMBHOCTb (OCTpble MOTEHIIMANbI, KOMIIJIEKCHI
«OCTpasi — MeJj/leHHasl BOJIHa») B IPABBIX LIEHTPaJlb-
HO-TOOHBIX M IEHTPalbHO-TEMEHHBIX OTJeNax,
7eBOM TOOHOM M TOOHOM BEPTEKCHOM OTZHeENaX,
JIeBBIX 3a[JHEBMCOYHO-CPEIHEBUCOYHBIX OTHeNax.
VHEeKc aKTMBHOCTHU BO cHe — 5-10%. 3a Bpemsa
AIUTETbHOTO MOHUTOPUPOBAHN S SNMIIENITUIECKIE
npuctynsl u ux I3l-nmarTepus He 3adukcupo-
BaHBL.
BoinoniHeHO reHeTndeckoe obcnegoBanme:
= TaHJeMHasg MacC-CHeKTpoMeTpus (CIeKTp aMUHO-
KUCIIOT U AllMJIKAPHUTHNHOB) — 6€3 MaTOMIOTHM;
= MLPA-aHanus kputudeckoro paiona 15qll (aHo-
Ma/IbHOEe MeTU/INPOBAHNeE) — OTPUILIATEIbHO;
= IIOMCK YaCThIX feeluil U AYIIMKALM B TapreT-
HBIX XPOMOCOMHBIX 00JIaCTAX — OTPULIATETIBHO.
IToBTOpHBIIT MeTabOMMIeCKUiT KpU3 3aPUKCUPOBAH
B Bo3pacTe 4,1 rofja. 3a6oneBaHue pasBUIOCh OCTPO
[OC/Ie NOTPEIIHOCTY B AueTe (HaKaHyHe Be4epoM
pebeHOK yrmoTpe6u n36bITOTHOE KOMNIeCTBO Oemoit
pBI6Bl). KnuHnyeckas kapTuHa BKII0OYaa TpeXKpart-
HYIO PBOTY, Cy0¢eOpuIbHYI0 TUXOPafKY, BBIPasKeH-
HYI0 COHMMBOCTD U OfbIKY. Bpuramoit CMII pebe-
HOK ObI/I OCTaB/IeH B PeaHMMALIOHHOE OTHAEeNIeHe
061acTHOM 6ONbHUIBL.
IIpu nmocTynnenuu nabopaTopHO INOATBEPXIEH
BBIpa>KeHHBIN nakTaTanupos. C yyeToM oTA-
TOLIeHHOIO aHaMHe3a YCTAaHOBJIEH Ha30racrt-
panbHBIN 30H[, Ha4aThl SHTepaJibHOe NMUTaHUe
nede6HON cMechblo, MHPY3MOHHAA Tepalus IIo-
K030-COJIeBBIMM pacTBOpaMMu, MeTabonmudyeckas

MO lep>KKa JIEBOKAPHUTMHOM U aHTUOaKTepu-
anbHas Tepanusa. K mATBHIM cyTkaM cOCTOsSIHUe
CTabUIM3NPOBANOCh, YMEHBIINIACh OJBIIIKA, KY-
nupoBaH anuno3. OgHaKo BBUAY COXpaHsABIIeNCA
HEBPOJIOTMYECKOV CUMITOMATUKM (3MM30ABI 3a-
BUCAHMSsI, COHIMBOCTD, BO3OYAMMOCTD BO BpeMs
6ONpCTBOBAHMUA) MallMeHTa IepeBeny B Iefua-
Tpudeckoe oTfiesieHne Ce4eHOBCKOIO LieHTpa Ma-
TepPUHCTBA U NeTCTBA.
ITpy moCTymaeHUN B L[eHTP B OMOXMMMYECKOM aHa-
nu3e KpOBY BbIABIEHBI:
» yBe/IM4YEHMe YpPOBH:A JaKTaTa Ao 5,4 MMOJIb/T;
= MOBBIIIEHNE YpOBHeil TpaHcammuuas: AJIT -
123 En/n, ACT - 297 En/n;
* 3HAYNMTEJIbHOE yBe/IMYEHME CONEPKAHNSA KPeaTnH-
dbocdoxnuaser — 5o 36 940 En/m;
= TIOBBIIIEHNE JIAKTATAeruAporeHassl — 1o 878 Exn/m.
ITo maHHBIM YIBTPa3BYKOBOTO JMCCIe0BAHNA Opra-
HOB OPIOIIHON IONOCTY U 3XOKapauorpaduu maro-
JIOTMYeCKMNX M3MEHeHNUIT He 0OHapYKeHO.
TakyuM 06pa3oM, B yCIOBUAX CTaljiOHapa IPOBOAY-
Mach KOMIJIEKCHAas Tepanus, BKI0YaBuIas nHdpysu-
OHHYIO IIOATepP>KKY TTI0KO030-COMeBBIMI pacTBOpa-
MU, MeTab0NMNIeCKYI0 KOPPEKLU IO IEBOKAPHUTITHOM
u aHTHOaKTepnanbHylo Tepanuio. Ha poHe neveHns
HOCTUTHYTa cTabunusanusa cocTossHusA. B HeBpo-
JOTMYECKOM CTaTyce OTMe4eHa yCTOM4uBas I0JI0-
KUTeNbHAas JMHAMMKA: IOBBIIIEHME BUTATEIbHON
aKTUBHOCTY, perpecc sBJAEHUIl BO3OYAUMOCTH.
YXynimeHus 1mo CpaBHEHUIO C IOTOCIMUTANbHBIM IIe-
puogoM He 3apuKCUPOBaHO.
OcMoTp B mepuof crabunusanumu: pe6eHOK CIIOKOEH,
afleKBaTeH, YepelHble HePBbI 6e3 BUAMMOIL IIaToO-
ruy, GUKCUPYET U MPOCIEXKUBAET B30pP, GOTOpeaK-
IV COXpaHeHa, GoHal VA I IIOTaHMe He HapylLIeHHl,
CYXOXMIIbHBIE pedIeKChl )KUBbIe, CUMMETPUYHBbIE,
MBIIIEYHBII TOHYC YHZOBIETBOPUTENbHBIN, CUM-
METPUUHBIN, 00beM [BMIXKEHMII B KOHEYHOCTSIX
MIOTHBIY, TTOXOIKA aTaKCMYeCKas, MEHMHIea/IbHbIe
3HaAKM oTpuuarenbHble. [IcMX03MOIMOHANbHOE
U peyeBOe pa3sBMUTHE: OTMeYaeTCsA TeMIIOBas 3ajep-
YKKa 9MOIIMOHA/IbHOTO ¥ MOTOPHOTO Pa3BUTHUS; pedb
HpPaKTUYECKU OTCYTCTBYeT, IOHMMaHMe 06palleH-
HOJ pedYu YacTUYHOE.
IIpy moBTOPHOM aHaIM3€ JAHHBIX MOJIEKY/ISAPHO-Te-
HeTMYeCKOTO MUCC/IelOBAaHM A BhIABIEHHI J1Ba TeTepo-
3UTOTHBIX BapMuaHTa B reHe PC:
= B 9k30He 12 - BapmanT chrll:66863791G>A
(c.1351C>T, NM_001040716.2), mpuBOAIMiL K 3a-
MeHe p.Arg451Cys. [JaHHbBIVI BapuMaHT paHee OIN-
caH y nanueHToB ¢ JJIIK. CerperanuoHHblil aHanmu3
HOATBEPAINT €T0 OTIIOBCKOE IPOUCXOKIeHNE;
= B 9k30oHe 10 - Bapmant chrl1:66868867G>A
(c.1001C>T, NM_001040716.2), mnpuBOASIINI
K 3ameHe p.Thr334Met. JrtoT BapuaHT paHee
He OINCaH B JuUTepaType. MeTomoM HpsAMOro
cexkBeHMpoBaHMA o CoHrepy ero Haamuue IOfA-
TBEPXKAEHO y NpobaHAa, OGHAKO y POAUTENEll OH
He OOHapy)eH, 4TO IIO3BOJIAET IPEHIONIOXKUTD
BO3HMKHOBEHME MYTalluu de novo.

JddeKTUBHaA apmakoTepanus. 5/2026



Ha ocHOBaHUM COBOKYNHOCTM KIMHMKO-aHaMHe-
CTUYECKUX JaHHBIX (HOHOIIeHHass 6epeMeHHOCTb,
HOpMaJ/bHble aHTPONMOMeTpMUYECKNEe MOKa3aTenu
IpY pOXKAeHUN, TOBTOPHBIE 3MM30/Ibl TAKTATAL[UAO-
3a C HapyllleHNeM CO3HaHM:, 3aflep>kKKa MOTOPHOTO
Pa3sBUTUA) U pe3yIbTATOB MOJIEKY/IAPHO-TeHeTHYeC-
Koro aHanusa Bepubuumponan amarxos: [IIK,
tun C (OMIM 266150).

ITanyeHT NPOKOHCYIBTUPOBAH BPauOM-/I1IETO/IOTOM.
PexomeH0BaHa i1eTa C HOPMa/IbHBIM UJIM He3HAUU-
TeJIbHO NOBBIIIEHHBIM COfiep>KaHueM 6eJIKOB I yIJie-
BOJIOB, OTpaHNYeHMeM X1poB. KeTorenHas u fpyrue
BBICOKOXXMPOBBIE [METHl CTPOTO NPOTUBOMOKA3aHBbI.
B nacrosiiee BpeMsa peb6eHOK HaXOZUTCS IO
AvuHaMudeckuMm HabnmopeHumem. Ha ¢one co-
OMIOTeHN NUETUIECKUX PEKOMEHTANUIT U Mep
Hecrmennpuueckol NIpoPuUIaKTUKU UHTEPKYyp-
PeHTHBIX 3ab0neBaHMII penugUBOB MeTabonmdec-
KUX KPU30B B TeYeHMe rofa He 3apMKCUPOBAHO.

3aKnioueHue

OmnucaH cnydail pefjKoro HelipoMeTabonmuecko-
ro 3aboneBaHMs, KOTOpPOe, BEPOSTHO, BCTpEYaeTCs
B IEeTCKOJ MpaKTHUKe Yallle, YeM AMATHOCTUPYeTCH,

Nuteparypa

KNMHKUeCKaa npakT

BBUAY HeCIeNM(PUIHOCTU U SMU30ZUIHOCTU IPO-
siBneHnit. Oco6eHHOCTBIO JAHHOTO HAOTOeHM
ABIACTCSA TsXKeoe TedeHMe 060UX SMM30/[0B MeTa-
6onnueckoro Kpusa (c yrHeTeHUeM CO3HAHUA, MOJ-
Kno4yeHueM K annapary VIBJI, BeimonHenueM Tpaxe-
OCTOMMY) IPU HOTHOM OTCYTCTBUY CYROPOKHOTO
CUHpOMA.
Ha cerognamHuit fenb sTuoTponnas Tepanusa JIIK
He paspaboTaHa, a cnenuduIeckmue METOLBl HPO-
GUIAKTUKY KPU3OB OTCYTCTBYIOT. B CBs3M ¢ aTuM
K/II0YEeBYI0 pOAb UrpaeT MHPOPMUPOBAHHOCTD
KJIVHUI[MCTOB O JaHHOM 3a60/IeBaHUM, TOCKOIBKY
CBOEBpEMEeHHas BepUUKaLWsA JUarHO3a HO3BONIAET
BbIOpATh KOPPEKTHYIO TAKTUKY BelEeHMNs MaljMeHTa
KaK BO BpeMs MeTabOIM4YeCcKOro Kpmsa, Tak U Ha
[IOCTTOCIITaTBHOM 3Talle C LeTbI0 MPOPUIAKTUKY
pelVINBOB.
Dunancuposanue. Paboma evinonmena
6e3 cnoHcopckoti nodoepIKu.
Konpnuxm unmepecos. Asmopoi 3a16ns1om
06 omcymcmeuy KOHPAUKMA UHmMePecos.
Cob6n100enue npas nayueHmos u npasun
6uosamuxu. Pebenok aensemcs noooneuHvim
demckoz0 doma.

1. Marin-Valencia L, Roe C.R., Pascual .M. Pyruvate carboxylase deficiency: mechanisms, mimics and anaplerosis. Mol.

Genet. Metab. 2010; 101 (1): 9-17.

2. Robinson B.H., Taylor J., Sherwood W.G. The genetic heterogeneity of lactic acidosis: occurrence of recognizable inborn
errors of metabolism in pediatric population with lactic acidosis. Pediatr. Res. 1980; 14 (8): 956-962.
3. Habarou E, Brassier A., Rio M., et al. Pyruvate carboxylase deficiency: an underestimated cause of lactic acidosis. Mol.

Genet. Metab. Rep. 2014; 2: 25-31.

4. Pyruvate carboxylase deficiency. URL: https://www.orpha.net/en/disease/detail/3008 (maTa o6pamenus:

19.03.2026).

5. Almomen M., Sinclair G., Stockler-Ipsiroglu S.G., Horvath G.A. Pyruvate carboxylase deficiency type C: a rare cause of acute
transient flaccid paralysis with ketoacidosis. Neuropediatrics. 2018; 49 (6): 369-372.
6. Duque Lasio M.L., Lehman A.N., Ahmad A., Bedoyan J.K. Pyruvate carboxylase deficiency. GeneReviews® [Internet]. Seattle

(WA): University of Washington, 1993-2025.

Pyruvate Carboxylase Deficiency, Type C: Clinical Observation
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The article presents literature data and the first clinical case of a child with pyruvate carboxylase

deficiency (PCD), type C. This case is the first description of PCD published in a Russian peer-reviewed journal.
Prior to the verification of the diagnosis, the patient had two episodes of metabolic crisis with lactate acidosis,
provoked by an intercurrent disease and dietary errors. This case confirms the need for a genetic examination
of children with delayed neuropsychiatric and motor development, infections at an early age, and neurological

deficits in the postnatal period.
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