VI Mesicoynapoonas (76 Beepoccutickas) HayuHO-npakmuieckas KOH@epeHyus.
«AxmyanvHbie 60NPOCHL COBPEMEHHOU MEOUYUHCKOU HAYKU U 30PAB0OXPAHEHUS)

YJIK 616.8-056.76, 616-079.1

Kyxosa JI.N.}, Coxonosa A.B.?, Kpsuiosa JI.B.!
KJIAHUYECKHWHA CJIYYAU TEHETUYECKH MOATBEPKJIEHHON
HEKETOTUYECKOM T'MIEPTJIMIIUHEMUN
Kadenpa daxynbTeTcKoii IeAUATPUN K IIPONIEAEBTHKYI AETCKUX OONIE3HEH
YpanbCckuil TOCy1apCTBEHHBIN MEIUIIUHCKU YHUBEPCUTET
2['ocymapCTBEHHOE OIOKETHOE YUPEKICHUE 31paBooxpaneHus CBepaI0BCKOI
obnactu «ExkaTtepuHOYprekuii KITMHNYECKUN TIEpUHATAIBHBIN IIEHTPY
ExarepunOypr, Poccuiickas ®enepanus

Zhukova D.1.1, Sokolova A.V.?2, Krylova L.V}
CLINICAL CASE OF GENETICALLY CONFIRMED NON-KETOTIC
HYPERGLYCINEMIA
!Department of faculty pediatrics and propaedeutics of childhood diseases
Ural State Medical University
2State Budgetary Healthcare Institution of the Sverdlovsk Region "Yekaterinburg
Clinical Perinatal Center"
Yekaterinburg, Russian Federation

E-mail: darya.zhukova.1996@mail.ru

AHHOTauMs. B crTarbe MNpenCTaBICeH KIMHUYECKHWWA CIy4yall TE€HETUYECKHU
MOJATBEPKACHHOW TSIXKEJIOM HEKETOTUYECKON THUIEPTIMIMHEMUN C TUIIAYHOU
CUMIITOMATUKOHN y peOeHKa 6 MecCsIIeB B COYETAHUH C COIMMYTCTBYIOIIEH COMAaTUYECKON
nmarojorueii. 3aboyieBaHHE BO3HUKIIO BCIICJICTBHE OJHM3KOPOIACTBEHHOrO Opaka, C
MOPAKEHUEM TIIYOOKHX CTPYKTYP TOJIOBHOTO MO3Ta, MPUCOSTNHEHUEM COMATHYECKOM
MaToyioruu  AeUIUTHOTO ©  (QYHKIMOHAIBHOTO XapakTepa W  pa3BUTHEM
IMaJJIMaTUBHOT'O COCTOAHUA.

Anniotation. The article presents a clinical case of genetically confirmed severe
non-ketotic hyperglycemia with typical symptoms in a 6-month-old child in
combination with concomitant somatic pathology. The disease arose as a result of a
closely related marriage, with damage to the deep structures of the brain, the addition
of somatic pathology of a deficient and functional nature and the development of a
palliative state.

KiroueBble cjioBa: reHeTHYECKOE 3a00JI€BaHNUE, TUTIEPTIIUIIMHEMUS, OCITKOBO-
SHEpPreTUYEeCcKasi HeJOCTAaTOUHOCTD, Te(DUITUTHBIE COCTOSIHUS.

Key words: genetic disease, hyperglycinemia, protein-energy deficiency,
deficiency conditions.
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HexkeroTnueckass TMNEpriuUUHEMUST ABISETCA T€HETHUYECKUM TIe€T€POr€HHBIM
3a001€BaHUEM C ayTOCOMHO-PELIECCUBHBIM THUIIOM HACJIEIOBAaHUS, O00YCIOBICHHBIM
MyTalusAMU B 3-X pa3HbIXx reHax: mytanus reHa GLDC B kopoTkoM mieue 9
xpomocoMbl; reHa GCST B kopotkom 1iede 3 xpomocoMsbl; reHa GCSH, B KopoTkoM
mede 16 xpomocowmsl [1]. lanHOoe 3a001eBaHHE BCTpEUACTCS C 4YaCTOTOU 1:100
000 >x1BBIX HOBOPOXKAEHHBIX [2].

VY NanveHTOB ¢ HEKETOTUYECKOW TUIEPTIMLIMHEMHUEN MPOUCXOAUT CHUKCHHUE
aKTUBHOCTH  (DepMEHTa  TIIMIUH-PACHICTUIAIONICH  CHCTEMBl  MHUTOXOHIPHA,
HEJIOCTaTOYHOCTh KOTOPOrO0 BEAET K HAPYUICHUIO pACIICIUICHUS TJWIWHA |
YTUJIU3AIMU €r0 B METabOJMYecKuX MyTAX. M30bITOYHOE HAKOIUICHUE TIIMIIMHA,
SBJISIIOIIETOCS ~ HEUPOTPAHCMUTTEPOM, BEIET K Pa3BUTHUIO MHOKJIOHUYECKOU
SIUJICTICUM U TIOBPEXKJEHUIO TOJOBHOTO MO3ra, a TakyKe MPUBOJIUT K MBIIICYHOM
TUMOTOHUM M armHo? [3].

HeonatanbHas (knaccuueckas) popma 3abosieBaHre MAaHU(PECTUPYET B TIEPBHIC
4yachl KU3HU - Pa3BUBAIOTCA JIETAPTUSA, MbIIICYHAs TUIOTOHHS, MHUOKJIOHHYECKHUE
npuctynsl. Hepenko BcTpedaroTcs 3Mu30/1bl allHO3, HEyKpoTuMas ukota [4]. Tak xe
dbopmupyrotrcst TpyOas 3ajepkka TCUXOMOTOPHOTO Pa3BUTHS, CHACTUYECKUN
TeTparapes, cyaoporu. Cyoporu, pe3sucTEHTHbIE K aHTUAMWICNTUYECKOW TEparuu,
SBJISIFOTCSL TIOCTOSIHHBIM TPU3HAKOM 3a00JiIeBaHUsA, BapbUpys 1O CUJIE M YacTOTE
[5]. Cnennduyeckoro  neueHuwst 3aboneBaHust He  paspaborano. [IporHos
HeOJIaronpusiTHLIN, MarueHThl NorudaroT B Bo3pacte a0 1 roga [1].

Heap wuccienoBaHMsi - NPEACTABUTHh KIMHUYECKUN CIydall TE€HETUYECKHU
MOATBEPKIACHHON HEKETOTUUYECKON TUIEPTIUIIUHEMUHU.

MarepuaJjbl 1 MeTOABI UCCIIET0BAHUS

PeGenox Cc TEHETUYECKU MOATBEPKIACHHON HEKETOTUYECKOU
TUNEPIIIMIIMHEMUAECH C TOPaKEHHEM TMOJKOPKOBBIX TaHIJIUEB M THUIOTCHE3UEH
MO30JIUCTOrO TEJA.

Pe3yabTaThl HCCIe10BAHUS U UX 00CYXKICHHUE

Manpuuk JI., 6 MecsitieB 19 nHel, HaXOAMICS B OT/ACIICHUHN PeaOUINTAIIUN ACTCH
panHero Bo3pacta ExaTepuHOyprckoro ropojcKoro IepuHATaIbHOTO IIEHTpa C
09.03.2021 r. mo 23.03.2021 r.

Anamnesis vitae et morbi: nacnencTBeHHOCTD HE OTATOIICHA. PeOCHOK pouiics
OT OJM3KOPOACTBEHHOTO Opaka (poauTeaud — JBOIOPOJHBIE Opar H cecTpa).
bepeMeHHOCTH HacTOSAUM pEOEHKOM IepBas, pojbl cpounble B 40 Henenb. Macca npu
poxaenuu 3500 r, mmuna Tena 50 cm. Ilocne poxaeHuss peOEHOK MEpeBEJEH B
peaHUMAIMOHHOE OTJEJICHUE BCJIEACTBUE TSIKEIOrO0 HEBPOJOTMYECKOTO CTaryca,
najgee ToJiydaa JiIeYeHHE B OTJEJECHWM TaTOJOTHM HOBOPOXKICHHBIX. B xoxe
HEOHATAJIbHOTO CKPUHMHTA ¢ JaJbHEHIIEro TEeHETHYECKOro  OO0Ce0BaHUS
MOATBEPXKJEH JHArHO3 HEKETOTHYeCKOW runepriauiuHemMun. HaOmromaercs
MEeIMaTpoOM, HEBPOJOTOM, DJIWIENTOJOIOM C JAUAarHo3oM: HEKETOTUYecKas
TUTIEPTIIUIIMHEMUS], TEHETUYECKH MMOTBEPKIECHHASI, C TOPAKEHUEM MO30JIUCTOTO Tea
(runorene3usi). ['eHeTnueckas HSOWIENCUSA, MEAUKAMEHTO3HO PE3UCTEHTHAs,
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npucTynHbIi Tiepuof. lleHTpanbHbiii TeTpamape3. IlceBaoOyabOapHBIM CHHIPOM.
[MannmuatuBHoe coctosinue. GMFCS V.

PeGeHok MoCTOSIHHO MOTy4YaeT MPOTUBOCYAOPOKHYIO TEPAIUI0, IEPUOINYECKH
IPOBOJISATCS KYPChI MOICPKUBAIOIIECH METa00INYECKON TEparuH.

OOBEKTUBHO: COCTOSTHUE TSKENIOE 332 CUET HEBPOJOTUYECKOW CUMMITOMATHUKHU.
PeOeHOK MaJIOKOHTAaKTEH, TMBITAETCS MPUCITYIIUBATHCS, OTMEUAETCS IMaCCHUBHOE
MOJIOKEHUE Teia. B OTBET Ha TaKTWIBHOE pa3IpakKeHHE — BsUIOE LIEBEJICHUE.
Haxonurcs Ha 30HJOBOM NUTaHUM, MOJYYaeT CIELHHAIM3UPOBAHHYIO CMECh
«HyTtpunon I'A 2» 1 npukopM B BHJIE SIOJIOYHOIO MIOPE, ChEACHHYIO MUILY pPEOSHOK
YCBauBaeT.

Koxa cmyrnas, Ha 10y — o4ar TMIepeMUH U MEJIKOIUIACTUHYATOrO ISy IEHUS,
MOSIBJICHHE KOTOPOTO MaMa CBS3BIBAE€T C BBEJACHHEM (PPYKTOBOTO IMIOpE, 3yJa HET.
[ToakoKHO-KUpOBas KJIeTYaTKa pa3BUTa HEAOCTATOYHO, PACIIPEAEIECHA PABHOMEPHO;
Typrop MATKUX TKaHed apsoibiii. OTMeuyaeTcsl MblllIeYHasi TUIIOTOHMS, OCOOCHHO B
KoHe4HOCTsX. [Ipo0a Ha Tpakuuio OTpHUIIaTENbHAs, C IPOBUCAHUEM B IJIEUEBOM IIOSICE,
rOJIOBY HE JepKUT. [Ipr 0CMOTpE KOCTHO-MBIILIEYHOW CUCTEMBI BBISBICHBI IPU3HAKH
paxura: «OalleHHBI» uepern, ['appucoHoBa 0opo3da, OTCYTCTBHE NPOpPE3bIBAHUS
3y00B; 6osblION pogHUUoK 1,5 X 1,5 cM, He HanpsKeH, He MYJIbCUPYET, Kpasi MATKHUE.

[Ipy ocMOTpe MONOCTH PTa — BUIAUMBIE CIU3HCTHIE YHCTHIE, CAJIMBALIMS
YAOBJIETBOPUTENbHAS. AyCKyIbTAIUs JIETKUX: IbIXaHUE Ty3pUIIbHOE, XpUIIOB HET, Y /1
= 28 B MuH. Cepaeunblie TOHBI sicHble, puTMu4dHble, YHCC = 128 B MHH., IIyMOB HE
BBICTyIIMBaeTcs. JKHMBOT  «pacmyiaCTaHHBI», IpU  HalbIAUWA  MATKHUH,
0e300JIe3HEHHBIA, 00BEMHBIX 00pa30BaHUil B OPIOIIHOMN MOJIOCTU HE OINpPEACIISIETCS.
Cryn Tyrou, 06e3 maToJOrMYecKHX mpumecei, 1 pa3 B 2 JHSA, MOYEHUCITyCKaHUS
CcBOOOHEBIE.

dusnueckoe pa3BUTHE [0 YPOBHIO OHOJOTHYECKOM 3pesloCTH OTCTaeT OT
[IaCIIOPTHOIO Bo3pacTa (MO JJIMHE TeJa, HEPBHO-TICUXMYECKOMY Pa3BUTHUIO, TEMIIAM
npope3biBanust 3y0oB). Mopho-hyHKIIMOHATBHBINA CTaTYC PE3KO AUCTAPMOHUYHBIN (32
cuet AeduiTa Maccel Tea - 17,8 %).

B o0mem ananm3ze KpoBHM OTMEUaeTcs JIATCHTHBIM JehUIMT Kejesa:
remoriiooun 125 r/n, MCV=63 um (pedepencusie 3Haueans=80-97), MCH=22,2 pq
(pedepHcHbIe 3HaYeHUA= 26,5 — 33,5). O0muit aHain3 MO4YHU — B MpeJiesiax BO3PacTHOM
HOpMbL. DOI: duU3noNOrnuecKkue puTMbl OTCYTCTBYIOT. B O0/IpCTBOBaHMHU U BO CHE
pPErHCTpUPYETCS] BapUAHT MOAU(PUIMPOBAHHOW TMIICAPUTMUU C TOMUHHUPOBAHUEM B
MIPaBOM MOJYIIAPUH, C BKIIOUYEHUEM MaTTEPHA «BCHBIIIKA-TIOAABICHHUE .

BoisiBieHbl  conmyTcTByromue — 3a0oneBaHusi:  [locTHaranpHas — OenKOBO-
AHEpPreTUYecKass HEJOCTATOYHOCTh | cTemeHu (rumotpodus) CMEIIaHHOTO TeHe3a.
Paxutr cpemHen cCTemeHW TKECTH, NOAOCTPOE TEYEHHE, IMEPUOoJ pasrapa.
OYHKIMOHAIBHOE HapylIeHue KHILIEYHUKA: (bYHKIIMOHATBHBIN 3anop.
Amnnepruueckuil nepMatut Ha (oHe (YHKUMOHAJIBHOTO HApYIICHMs KUIICYHHUKA,
HecToiKas pemuccus. JIareHTHBIN AeduuT xenesa. [lamuaTuBHOE COCTOSHUE.
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C menpl0 KOpPpEeKUMU OETKOBO-PHEPreTUYECKON  HEJOCTAaTOYHOCTU U
(YHKIMOHAJIBLHOTO HAPYLIECHUS KUIIIEUHHUKA B PAallUOH PEOCHKA PEKOMEHYETCSI BBECTU
Kallly ¥ OBOIIHOE IMIOpEe, COXPAHUB PEXXKUM BCKapMiIuBaHus No 2:

64 — amanTupoBaHHasa MosiouHas cMech «HyTtpunon I'A 2» 180-200 mn
9.30 y —kama 150 r
13.00 - agantupoBanHas mosiouHas cmech «Hytpunon I'A 2» 180-200 mi

- ppyxToBoe mrope 60 M
16.30 1 — oBomHoe mrope 150,0
20.00 y - anantupoBaHHas MosiouHast cmech «HyTtpuinon I'A 2» 180-200 ma
23.30 4 - anantupoBaHHas MosiouHas cmech «HyTtpuinon I'A 2» 180-200 ma

[Ipn HenocTaTO4YHBIX MpUOaBKaxX Macchl Tejla LeJIeco00pa3HO MEpPEBECTH Ha
MOJIOYHYIO CMECH JIJIs MaJIOBECHBIX U HeJoHOMIeHHBIX AeTel (IIpeHyTpuion).

3a BpeMs mpeObiBaHUsS peOCHKA B OTACICHUM pPeabWIMTAlMU MPOBEICHO
KOMILIEKCHOE JiedeHue: Boiita-repanusi, BuOpormiardopma, oOuuit Maccaxk+putoon,
MEJMKAMEHTO3Hasi KOppeKIus. PeOCHOK BBIMHMCAH C MOJIOKUTEIHHOM TUHAMUKOM:
HEBPOJIOTOM OTMEYEHO YJIYUIIEHUE KPYITHON MOTOPUKH (aKTUBHEE JIBUTAET PyKaMH U
HOTaMH, PACKPBIBACT KUCTH PYK, OOJIbIIIE aMIUIMTYJa JIB)KCHUU B Ta300€IpEHHBIX
CycTaBaxX, B TMOJOKCHUM HAa >KMBOTE TMbBITAETCS ONUPATHCA HA PYKH), peakuuin
PaBHOBECHSA U MTOCTYPATBHOTO KOHTPOJIS.
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