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PE3IOME. nuuuHoBas aHuedanonaTus (HeKeToTUYecKast FTMNepriuLMHeMns) — peKoe reHeTUyeckoe MeTabo-
nMyeckoe 3aboneBaHue, HacnefyeMoe no ayTOCOMHO-PeL,eCCUBHOMY TUMY, XapaKTepu3ytoLeecs HapyLeHnsIMm
B MybTU(hEPMEHTHOM KOMMIEKCE PaCLLenaeHNUs IMLMHA, YTO NPUBOLMUT K U36bITOYHOMY HAKOMAEHUIO FNLMHA
BO BCEX CPeAiax OpraHuamMa, B TOM YuCJie B TONOBHOM Mo3re. HakonneHue rauuuHa npuBoauT K HEo6paTUMbIM
MOBPEXAEHUAM HEPBHOM CUCTEMbI U BbICOKOMY PUCKY IETaNbHOCTYW B NEPBbIA FOA XM3HW. CUMNTOMbI 3aboneBa-
HUWA, KaK NpaBuIo, HaYMHAIOT NPOABNATHLCA B NEPBbIE AHW XXU3HW: HapacTaeT BAJIOCTb, NPOrPecCUpyeT MbllleyHas
TMNOTOHUS, MOTYT BOSHWUKHYTb CyA0POTY, 3NMM30/bl aNHO3, YTHETEHWE CO3HAHMSA BMOTb A0 rNy60KON KoMbl. [lns
MOCTAHOBKM ANarHo3a ruLMHOBOM 3HLedanonaTum NoKasaHo YeTbipeXypPOBHEBOE TECTUPOBAHMUE, NO3BONSAIOLLEE
TOUYHO AuddepeHLUpoBaTh AaHHY NAaTONOMMI0 M BOBPEMS HayaTb Tepanuto, B OTCYTCTBME KOTOPOM JanbHeNWui
MPOrHo3 yxyawaeTcs. PasnnyatoT HECKONbKO GOPM JaHHOM NaTONOrMK MO BPEMEHU BO3HUKHOBEHMS. OCNOXHe-
HUs 3a60N1€BaHNA MOTYT UMETb CEpbe3Hble NOCNeLCTBUA AN NaLMeHTa U TPebyoT CBOEBPEMEHHOI ANArHOCTUKK
U neyeHus. [ina AaHHOro 3aboneBaHus He cylwecTByeT 3QHEKTUBHOIO 3TUOTPOMHOIO NIEYEHUS], UCXOA 3aBUCUT
OT KIMHWUYECKOro BapuaHTa. B faHHOI cTaTbe N3N0XEHO KpaTKoe npeAcTaBneHne 06 3Toii peAKoii natonornu
1 ONUCAHO KNMHUYeCKOoe HabnogeHne 3a pe6eHKOM, KOTOPOMY 6bifo ANArHOCTMPOBAHO faHHOe 3aboneBaHue.
KnuHuueckuii cnyyail nokasbiBaeT, Kak BaXHO CBOEBPEMEHHO OKasblBaTb NananaTuBHYIO NOMOLb AETAM C
rMULMHOBOM aHUehanonatueii. lNpefcTaBNeHHbI CyYail LEMOHCTPUPYET TaKXKe CI0XKHOCTb ANarHOCTUYECKOrO
noucka BBuAY HecneyndUYHOCTU KNMHUYECKNX NPOSIBNEHUIA METab0ANYECKNX HAPYLUEHUIA, CXOXUX C SPYTUMK
3a60/71eBaHMAMM, CONPOBOXA AL MMUCS MOPAXEHUEM HEPBHOI CUCTEMBI.

KJTIOYEBDBIE CJNIOBA: ranuynHoBas aHyeganonatus, JeTy
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ABSTRACT. Glycine encephalopathy (non-ketotic hyperglycinemia) is a rare genetic metabolic disease inherited
by an autosomal recessive type, characterized by disorders in the multifermental complex of glycine breakdown,
which leads to excessive glycine accumulation in all body environments, including in the and brain. Glycine
accumulation leads to irreversible damage to the nervous system and a high risk of mortality in the first year
of life. Symptoms of the disease, as a rule, begin to appear in the first days of life: lethargy increases, muscle
hypotension progresses, convulsions, episodes of apnea, depression of consciousness up to a deep coma may
occur. To make a diagnosis of glycine encephalopathy, 4-level testing is shown, which allows you to accurately
differentiate this pathology and start therapy on time, in the absence of which the further prognosis worsens.
There are several forms of this pathology by time of occurrence. Complications of the disease can have serious
consequences for the patient and require timely diagnosis and treatment. There is no effective etiotropic treatment
for this disease, the outcome depends on the clinical option. This article provides a brief overview of this rare
pathology and describes the clinical follow-up of a child diagnosed with this disease. The clinical case shows how
important it is to provide timely palliative care to children with glycine encephalopathy. Also, the presented case
demonstrates the complexity of the diagnostic search due to the non-specificity of the clinical manifestations of
metabolic disorders, similar to other diseases accompanied by damage to the nervous system.
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FnuuuHoBan sHuedanonaTus (HeKeTOTUYECKas ru-
nepravumMHeMmus) — pefKoe reHeTuyeckoe Metabonu-
yeckoe 3aboneBaHue, xapakTepuaytouieecs geduuu-
TOM aKTMBHOCTM (QepMeHTa pacLlensieHns rnLnHa 1,
Kak CeACTBUE, HAKOMEHWEM 6OJbLIOTO KOMNYEeCTBa
FMMLMHA BO BCEX TKaHAX UM XWAKOCTAX OpraHu3ma,
BKJ/1t04as rofI0BHOI MO3T.

MepBble cnyyan 3a6oneBaHus Hbinn onucaHbl cpasy
HECKO/bKUMM y4eHbIMK B 1963-1965 rr. [1-3]. B 1983 .
OblIN OTKPbITbI BUOXMMUYECKME MEXaHU3MbI Pa3BUTUS
ruunHoBoW aHuedanonatun. B 1990-e rr. 6binu pas-
paboTaHbl M BNepBble BHEAPEHbI B MPaKTUKY METOANKH
npeHaTanbHoil AUarHocTUkM 6onesHu y nnopa [4].

MpubénusutenbHas pacnpoCcTPaHEHHOCTb TANLK-
HOBOW 3HLUedanonatum B MUpe COCTaBNsIET OKONO
1 cnyyas Ha 76 000 HOBOpPOXAEHHbIX [5]. Han6onbluas
pacnpocTpaHeHHOCTb natonorunm 3adpukcupoBaHa B
OunnsHaumn, N3paune, apabekux ctpaHax. Manbumku
W AEeBOYKM 6ONET OfMHAKOBO YacTo. HecMoTps Ha
peLKylo BCTPEYAeMOCTb, MMNLMHOBAs 3HUedanonaTus
npeacTaBnseT 3HauUMMyL0 Npo6nemy AN HEOHATONOT MK
¥ NeanaTpum, NOCKOMbKY He UMeeT 3TUOTPOMHOrO Neye-
HWS 1 CONpPSKEHA C BbICOKUM YPOBHEM CMEPTHOCTH [6].

bonesHb HacnegyeTcs N0 ayTOCOMHO-PeLeccUBHO-
My MexaHW3Mmy. HekeToTuuyeckas runepriamuuHeMus —
970 3aboneBaHue, Npu KOTOPOM FINLMH HaKannuBaeT-
sl U3-3a AedeKTOB B MyNbTUQEPMEHTHOM KOMMeKce
pacwennenus (glycine cleavage sistem — GCS), uTo
HEnoCpeACTBEHHO NPUBOAUT K NOPaAXKEHUIO LIeHTpasnb-
HOM HepBHOW cucTemMbl. MNUMH — 3TO 3aMeHuMas
aMUHOKUCNOTa B OpraHu3Me YenoBeka, Kotopas B oc-
HOBHOM MeTabonuanpyetca GCS. GCS npucytcteyeT
Ha MemMbpaHe MUTOXOHAPUIA MEYEHU, MOYEK, FONI0BHO-
ro Mo3ra 1 niauleHTbl U cocTouT U3 4 6enkos (P, H,
Tu L) [7]. benok P — nupugokcanbdocharsasucumas
rmuunHaekapbokcunasa kogupyerca reHom GLDS
(nokyc 9p24.1) n oTBeyaeT 3a nepBblit aTan nepepa-
60TkM ruumHa. benok T — ammHomMeTunTpaHchepasa
Kogmpyetcs reHom AMT (nokyc 3p21.31) u oTBevaeT
3a BTOpOIi 9Tan MeTabonu3ma rauumHa, npu KOTOpoM
MPOUCXOAUT NEPEHOC METUNLHOI FPYNMbl C MONEKYbI
rANLMHA Ha TeTparmgpodonat u obpasoBaHNe MeTOK-
cumeTunTeTparnapodonueBoii kucnotol. benok H,
KoaupyeMmblii reHom GCSH (nokyc 16q23.2), — nepe-
HOCUYMK BOAOPOLA, COAEPXMUT JINMOEBYIO KUCNOTY W
obpa3syeT cybcTpaT AN B3aMMOLENCTBUSI CO BCEMU
GepmeHTamMu, oTBevalOWMMN 3a nNepepaboTKy amu-
Hokucnotbl. benok L — nunoamupg permpporeHasa,
Kofmpyemblit reHoM DLD, He usMeHsieTca npu AaHHOM
3aboneBaHnu. GepMeHT, pacLLennstoLWmnii IULMH, 3KC-
npeccupyeTcs B NeYeHu, rONOBHOM MO3re 1 NnaLeHTe,
B He6ONbLWMX KonuyecTBax B nMmpobdnacTax, TpaHc-
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(bopmupoBaHHbIX Bupycom IdnwTeiiHa-bapp. Hapy-
LeHWe No6oro 3BeHa MeTab6onuama riamuymHa conpo-
BOX/AAeTCA U306bITOYHbIM €ro HaKomnJeHmeM BO BCEX
XUIOKOCTAX W TKaHAX OpraHu3ama, BKloYas rofioBHOM
mo3r [8]. B HacToswee Bpems oT 70 Ao 75% cnyyaes
HEKeTOTUYECKOI rMNepraMuuHeMum Bbi3BaHbl gedek-
Tamu B reHe GLDC, 20% — pedektamu B reHe AMT,
a fona reHa GCSH coctaBnsieT <1%. N36bITOK rnLMHA
B LleHTpanbHO HEPBHOW CUCTEME BbI3bIBAET NOBPEX-
JEeHWe FONIOBHOIO MO3ra, BO3AECTBYA Ha NHIMbUpY-
lolme peLenTopbl rMUMHa U BO36yXaatowme peuen-
Topbl N-meTun-D-acnaparuHoBoit kucnotol (NMDA).
WNHruéupytowme peLenTtopbl ruULMHa B OCHOBHOM pac-
MOJIOXeEHbl B CTBONE FOOBHOMO U CUHHOIO MOS3ra.
lMoBbIWEHHOE COLEpPXaHUE TULMHA MOXET YCUNIUTb
ero MHruéupyrownii agdekT. Knunuyeckun Habnopa-
I0TCA YrHeTeHWe [bIXaHWUs, CHUXEHUE MbIWEeYHOro
TOHyca W coHnuMBOCTb. Bosbyxpatowme N-metun-D-
acnaparuHoBoit kucnotbl (NMDA)-peuenTtopbl B OC-
HOBHOM PacnofOXeHbl B KOPe rONOBHOIO U nepegHe-
ro mosra. Cygoporu, ukota u nogasneHne MMNynbCcoB
3M1eKTpoaHUedanorpaMmbl MOTyT OTpaXaTtb 3TOT (-
(ekT, a NMDA-peLenTopbl TECHO CBSi3aHbl C GYHKLMO-
HanbHbIM Pa3BUTUEM HEPBHOI cucTeMbl. HakonneHue
rMWLKHA Bbl3blBAeT HapyLWeHMs pa3BUTUS HEPBHOIN
CUCTEMbI U HapyLeHne GyHKuUmi Mo3ra [7].
3aboneBaHue pa3fensioT Ha HeOHAaTaNIbHYH, WUH-
(GaHTUNBHYH, C MO3LHUM HAyanoM W TPaH3UTOPHYIO
dopmbl. Mpu HeoHaTanbHON GopMe nepBble NpUsHa-
Ku 60ne3HU MOABAAIOTCA B MHTepBane OT 6 yacoB
[0 8 fHell nocne poXAEHMA: MbllUeYHas rMNOTOHMS,
neTaprus, anHos, cyfoporun (nocnegHue Moryt co-
MPOBOXAATbCA UMM HE COMPOBOXAATbCA NAaTTEPHOM
«BCMbllIKa/nofjaBneHne» npu anekTpoaHuedanorpa-
dum), KoMa. InunenTUYeckue NPUCTynbl MOFYT Npo-
TekaTb B BMJE MUOKJIOHYCa U/WUNM UKOTbI, @ BNOCNes-
CTBUM JEMOHCTPUPOBATb PE3UCTEHTHOCTb K JIEYEHUIO
aHTuanunenTUYecKUMM npenapatamu. Bnocneactenu
Y BbDKMBLUMX NaLneHToB hopMupyeTcs cnactuyeckui
TeTpanapes, rpybas 3afepxka NCMXOMOTOPHOro pas-
ButHA [9]. UHdaHTUNbHAs dopma MaHudecTupyet
y neTeil fo 2 net u Ae6OTUPYET TMNOTOHMUE!A, ¢ no-
cCneaytoLen 3afepXXKon NCMXOMOTOPHOrO pasBuUTuS,
3NnU304bl NeTaprum He XxapakTepHbl. HTennekT npu
MHQaHTUNbHOW hopMe CTpajaeT MeHblue, YeM Npu
HeoHaTanbHOI. TAXenoe TeyeHue LaHHOA (opMmbl
COMpoBOXAaeTCsA 6yNb6apHbIMU HApYLIEHNAMM, CMa-
CTMYECKUMMW napanuyamu, KOTopble MOryT NPUBOAUTD
K pedopmauumu ckeneta, NaToNorMyeckyto yCTaHOBKY
HUXHUX KOHEYHOCTei W BbIHYXAEHHOe MNONOXeHue
B NMOCTENIN K LWECTUMECAYHOMY BO3pacTy. dnunentuye-
CKUe NpunagKu pesucTeHTHbl K MPOTMBOCYAOPOXHOM
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Tepanuu, NauneHTbl 0TCTaloT B ICUXOMOTOPHOM U hU3u-
yeckoM pa3BuTUM [8]. Mpu HeKeTOTUYECKOI rUnepriu-
LMHEMUM C NO3JHUM Hayanom MaHudecrauus 6onesHu
BO3MOXHa B Bo3pacTe 2-33 net B (popMe nporpeccu-
pytoLLel cnacTUYecKoi gunnerun, atpodun 3puTennb-
HOr0 HepBa, XOPeoaTeTOMAHbIX LBMXEHNA. Ha doHe
WHTEPKYPPEHTHbIX MH(EKLUIA SMU30LMYECKM CUMMTOMBI
HEKETOTUYECKOW TUMepriuLMHEMUN HOCAT XapakTtep
AENUPUs, XOpeu, BEPTUKaNbHOrO napannya B3opa (Bep-
TUKaNbHbI odhTanbmonapes). MposiBNeHust TpaH3UTop-
HOM HEeKeTOTWYEeCKON rneprauLuHeMnn HeoTNUYNMbI
OT CUMNTOMOB KJ1TaCCUYECKON HEOHaTaNlbHON HEKETOTH-
YecKOoM runepriavumMHeMum, Ho K Bo3spacTty 2-8 Hefenb
MOXET HacTynuTb NOSHOE BbI3A0POBIEHNE C HOpMau-
3auuMel paHee NOBbIWEHHOMO COLEPXaHWUs FULUHa B
nnasMe KpoBM 1 CIMHHOMO3rOBOIA XuakocTy [9].

[lnd nocTaHOBKM JuarHosa rMuULKUHOBON 3HUeda-
nonaTun NnokasaHo YeTbipexypoOBHEBOE TECTUPOBaHMUE.
TecTupoBaHue | ypoBHSA: NPOBOANTCSA GUOXMMUYECKUI
CKPUHWUHT Ha YPOBEHb FAWULMHA B Mnasme U CHUH-
HOMO3roBoii xupkoctu (CMX). [uarHoCTUYecKyto
3HAYMMOCTb WMEET NOBbILIEHUE KOIMYecTBa aMUHO-
KUcnoTbl B KpoBK 60nee 30 MKMOANb/N, COOTHOLIEHNE
KOHLEHTpaLnuu ramumHa B CNIMHHOMO3IOBOM XUAKO-
CTW K KOHLIEHTpauuu raumumHa B nnasma 6onee 0,02.
TectupoBaHue Il ypoBHA: Ha3Ha4yaeTCca reHeTMyeckoe
uccnepoBaHue 6mannenbHblx reHoB GLDC, AMT, GCSH,
yTO6bl ONpEeLEenuTb XapakTepHble MyTauun. Ecnu aHa-
nu3 oTpULaTeNeH, a No KNMHMKO-NabopaTopHbIM MoKa-
3aTensiM BepOATHa HEKETOTUYECKas MMNepraLmHeMus,
JONONHUTENbHO UccnefytoT red GLYTT, oTBevatowmii
3a TpaHcnopTt amuHokucnoTbl. TecTuposanue Il ypos-
HS: NPY TUNUYHOI KWHWUYECKOW KapTUHe rULUHOBOI
SHUedanonaTm n oTpULaTeNbHbIX pe3ynbTaTax TeCTOB
| n 1l ypoBHSI NOTpebyeTCs YTOUYHAIOW A AUarHOCTHUKA.
OHa BkNOYaeT n3MepeHmne akTMBHOCTM 3H3MMa GCS B
ouonTaTtax neyeHu. TectupoBaHue IV ypoBHS: Bblgens-
0T JONONHUTENbHbIE BUIbI UCCNEA0BAHUN, KOTOPbIe
NPOBOAATCA NPU COMHUTEJIbHbIX pe3ynbTaTtax npefbl-
AyLNX TECTOB UMW MpW aTUNUYHOM BapuaHTe TeyeHus
HEKETOTUYECKOI runepramuuHeMum. MauneHtam mMoryT
Ha3HayaTb aHanus C-rnuumHa B BblAbIXaEMOM BO3AYXE,
MarHUTHO-PE30HAHCHYIO0 CMEKTPOCKONUIO Ans usmepe-
HWUSl aMUHOKMCIOTbI B TKaHSX rOJIOBHOTO Mo3ra [6].

B HacTosLee BpeMs MOSHOCTbIO YCTPAHUTL reHe-
TUYeckunii nedexT, nexalinii B 0CHOBE 3a60N1eBaHus,
HEBO3MOXHO. B neyeHun ramumHoBoi sHuedanona-
TUM MOXHO BbIAENUTb TPU KOMMOHEHTa:

1) CHMXEHME KOHLEHTpauuW ruuMHa B nyiasme

KPOBM C NOMOLLbO NpenapaTa 6eH30aTa HaTpus
1 cneumanbHOM AWeTbl C HU3KUM COLepXaHueM
3TOi aMMHOKMCNOTbI (KETOreHHas AueTa);
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2) npuem aHTaroHMcToB pelentopoB N-meTun-
D-acnaptata (NMDA-peLenTopoB) HepBHbIX
KNneTok — gekctpometopdaHa, keTaMuHa unu
Genbamara; rMuUNH SBNSETCA aKTUBATOPOM
NMDA-peuLenTopoB, NO3TOMY €ro MoBblllEeH-
Hble KOHLeHTpaLuu B KPOBM NPUBOAAT K TU-
NepcTUMYNALUM 3TUX PELLENTOPOB C Pa3BUTH-
eM CyAOopOr 1 YMCTBEHHON OTCTaNnocTH;

3) cumnTOMaTMyeckas Tepanus — npuemM Apyrux
NPOTUBOCYAOPOXHbIX MpenapaToB, racTpo-
CTOMUSI ANA KOPpeKuMn npobnem c nuTaHu-
€M, UCKYCCTBEHHAs BEHTUNALUA NEerkux npu
HapyLWeHNsX AblXaHUS.

Mpu neyeHun cyaopor BaXHoO usberatb NPOTUBO-
3MMNEeNTMYECKMX MPenapaToB, COAEPXaLMX Banbnpo-
eBYl0 KUCNOTY, T.K. OHa 3aMefnseT MeTabonnsm rnu-
LIMHa U yCcyryonseT TeyeHne 60/1e3HM.

MporHo3 HeoHaTanbHOW (GOPMbl TFAULUHOBOIA
3HUedanonatun He6NaronpusTHLIA: Kak MpaBuno,
K 6 MecAuaM NOSBAAKTCA HapyleHUs ABUXEHUS
“3-3a MOBbIWEHHOIO TOHYCA MbIlWL, (CAACTUYHOCTD),
pa3BMBAlOTCA C/IENOTa U HapyleHue rnoTtaHua [10].
HapylweHue rnotaHus npuBOAKUT K GOPMUPOBAHUIO
XPOHMYECKOr0 acMMpaLyoHHOro CUHAPOMA, KOTOPbIik
NposBAAETCS PeLuaMBUPYIOLLMMU acMPaLMOHHbIMHU
NMHEBMOHUAMM, YTO YBENMUYUBAET PUCK NETaNbHOro
UCXofa BCNEACTBME Pa3BUTUS JblxaTeNbHON Hepo-
CTaTOYHOCTH. [10 HEN3BECTHbIM NPUYMHAM Bonetowue
HeoHaTanbHON HOPMON MaNbuNKM Yalle BbKUBAKOT U
MMEIT MeHee Cepbe3Hble NPo6ieMbl B Pa3BUTUM, YEM
LeBoyku. Mo3gHue GopMbl 6one3Hn UMetdT Gonee
MArKoe TeyeHue. PaHHAN AMarHoCTMKa 60M1e3HN U WH-
TEHCUBHOE NIeYeHne cpasy nocne poXAeHus No3Bons-
0T AOBUTLCA NONOXMTENBHOW AMHAMUKM U CMATYEHUS
HeraTMBHbIX NpoABMeHNii 6onesHn [10].

MpuBOSMM ONMMCAHME TEYEHUS AAHHOTO PEAKOro
3aboneBaHNs y pebeHka.

KAMHHMueckui npumep

MaumeHT M., HOBOPOXAEHHbIW, MOCTYNUN ANA fo-
06cnefoBaHNA B OTAENIeHNe NaToNOrMI HOBOPOXAEH-
HbIX W HEJIOHOLLEHHbIX JeTell B CBA3K C NOSABJIEHUEM
Ha 4-e CYyTKM XXM3HU HeBPOJIOrMYECKON CUMNTOMATUKH
(pebeHok cTan BANbIM, He KpU4a, MbILEYHbIA TOHYC
CHUXEH, pedneKcbl yrHeTeHbl). Ha oTgeneHny gnarto-
CTUPOBaHbI 3NU30bl anHO3, NOC/e TaKTUNbHOK CTUMY-
NAUKUK U KUCNOPOAOTEPanuK Yepes NNLEBYHO MackKy co
CKOPOCTbIO MOTOKa 1 JI/MUH OTMEYanochb ynyyleHue
COCTOSIHUSA, BOCCTaHaBAMBANOCb CaMOCTOATENbHOE
AblXxaHue, 0JHAaKO COXpaHANoChb NporpeccupoBaHune
HEBPOJIOrMYECKOW CUMNTOMATUKK 3@ CYET YrHETEHUS
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HEepPBHO-Pe@NEeKTOPHON AeATENbHOCTM. YUNuTbIBAsA OT-
puLaTenbHY0 LUHAMUKY, pebeHOK 6bin nepeBefeH
B OT[efieHWne peaHUMaLUN U UHTEHCUBHON Tepanuu
HOBOPOX/EHHbIX Ha OHe CaMOCTOATENbHOrO AblXa-
HUsi 6e3 [OMNOJIHUTENbHOW OKcureHauuun. Bo Bpems
HaXOXAEeHNUA B aHHOM OTAeNIeHUM 0TMeYanocb CHU-
XeHue caTtypauum kucnopoga Ao 60%, B CBA3N C YeM
nauueHTa NOAKMOYNAN K annapaty Ais UCKYCCTBEH-
HO BEHTUNALMM nerkux. [NepeBefeH Ha aHTepanbHoe
30HA0BOE KOpPMJIeHMe, CMecb ycBauBanacb. OTme-
Yyanucb 3NU30Abl KNOHUYECKUX CYyJOpOr ¢ 3axBaToM
AbIXaTeNbHON MyCKYyNaTypbl U 3NM304bl fecaTypauuu,
CTPUAOPO3HOE [blXaHWe, KOTOpble KynupoBanucb
BHYTPWBEHHbIM BBEAEHMEM TpaHkBuausaTopa. o
pesynbTaTaM 3nekTpo3HLUedanorpaMMbl perucTpu-
poBancsa natTepH «BChbllWKa/noaaBneHne». bbina
BbIMO/MHEHA MarHMTHO-pe3oHaHcHass ToMorpadus
roJIOBHOr0 MoO3ra U gMarHocTMpoBaHa areHesus mMo-
30/IUCTOro Tena. Pe6eHOK KOHCYNIbTUPOBAH HEBPOO-
rom, 6bina nogo6paHa NPOTMBOCYLOPOXHas Tepanus.
lns nanbHeiilwero 06¢cne0BaHNa U NEYEHNS NALUEHT
nepeeegeH B ®efepanbHoe rocyaapcTBEHHOE aBTO-
HOMHOE yypexaeHue «HauuoHanbHblii MegULUHCKNIA
uccnefoBaTeNbCKWii LEHTP 340p0BbA feTeil», rae B
X0 KOHCYNnbTalLKUM BpayoM-TeHeTUKOM 6blna npej-
MosoXeHa BO3MOXHasA JereHepaTuBHas 60N1e3Hb
HepBHOIi cuctembl. C LieNblo UCKIOYEHUS TeHeTuYe-
CKOW NaTonornu 6b110 NPUHATO PeLLEHUe 0 NPoBeje-
HWUU MOMeKYNSIPHO-TeHeTMYecKoro uccnefoBanus. o
pesynbTaTaM CEKBEHUPOBAHWA HOBOrO MOKOJIEHUS
(Next Generation Sequencing) 6bina guarHocTupo-
BaHa rnuuuHoBas aHuedanonatua tuna 2. B cembe
npoBeeHa BepudukaLus pesynbTaToB reHeTUYecKoi
AMarHocTukn — oba BapuaHTa MMEKT POLUTENBCKOE
npoucxoxaexue (poauTeNn — reTepo3uroTHble HOCH-
Tenn MyTauuii). Bo Bpems HaxoxaeHus B cTauuoHape
y pebeHKa CoXpaHanoch CTPUAOPO3HOE JiblXxaHUeE, Ha-
6n10aanncb aNN304bl 3aTPYAHEHUS MHTY6aUMK. Yuu-
TbiBasi aHHYI0 KIIMHUYECKYHO KapTUHY, MPUHATO peLle-
HWe 0 NPOBEAEHMN AMArHOCTUYECKOW BPOHXOCKOMNNH,
BO BpPeMSsi KOTOPOIi 6blN1a BbisIBNIEHA 3HAOCKONNYECKas
KapTMHa Gopmupytolerocs py6LoBOro CTeHo3a ropTa-
HW C BblpaXeHHbIM BOCMaNUTENbHbIM KOMMNOHEHTOM,
4TO NOCNYXWUNO0 NOBOAOM AN NPOBEAEHUSA TPAXeoCTo-
MUK, bbinn TakxKe HasHayeHbl NpueM 6eH30aTa HaTpus
C LLeNbH CHUXEHNUS KOHLLEeHTpauun ruLmHa B KpOBU U
CO6NI0eHNE KETOTEHHO ANETDI.

N3 aHamMHe3a XXM3HWN U3BECTHO, YTO PEBEHOK POX-
JIeH OT HEpOACTBEHHOro 6paka, YeTBepPTOi bepeMeH-
HocTK (nepBas 6epeMeHHOCTb — PoAbl, BTOpasi 6epe-
MEHHOCTb — POJbl, TPETbs 6EPEMEHHOCTb — POZbI),
npoTekaBLiei Ha GOHe TOKCMKO3a B | TpUMECTpE, Yrpo3
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npepbiBanusa B | u |l TpumecTpax, aHeMuu, NeBOCTOPOH-
HEero reMunapesa, Bapuko3HOro pacLUMpPeHNUs BEH HUX-
HUX KOHEYHOCTElA, T’MNepTOHNYeCKOon 60NE3HN, MMONUK
cnaboi cteneHun. Poabl cpouHble Ha 40-it Heaene, Npo-
XOLMNN Yepes eCTeCTBEHHbIe pofoBble nyTH. OLeHKa no
wkane Anrap coctaBuna 8/9 6annos. Macca Tena npu
poxaeHun — 3590 r, gnuHa Tena — 53 CM, OKPYXXHOCTb
ronosbl — 34 cM, OKpyXHocTb rpyam — 33 cm. CocTos-
HUe NpU POXIEHUN pacLieHeHO Kak YL0BNeTBOpUTeNb-
Hoe. PebeHOK NpPUMOXEH K Tpyau MaTepu B nepBble
30 MWHYT nocne poXaeHus B poauibHOM 3ane. Bekapwm-
NIMBaHME UCKYCCTBEHHOE, MOMOYHY hopMyny ycBau-
Bas. [pukopMbl BBefieHbl B COOTBETCTBUU C PEKOMEH-
Jaumamu BcemupHOI opraHu3auum 3paBooxpaHeHus
(BO3). Poc 1 pa3BuBancs COOTBETCTBEHHO BO3pPacTy.
MepeHeceHHble 3aboneBaHus — OCTpble pecnuparop-
Hble BUPYCHble MHpekuuu (OPBK), nHeBMoHus. CocTo-
UT Ha AMCNaHCEepHOM yyeTe y HeBponora (rMunHoBas
sHUedanonatus, anunencus), OTOpUHONApUHronora
(HocuTenb TpaxeocToMbl). [eTCKUMM MHDEKLMAMU He
6onen. TpaBMbl oTpuuaet. Onepaynun — TpaxeocToMus;
ucceyeHue, rpaHynsauums. MepenusaHua KpoBu — remo-
TpaHcy3um B Nepmof, HOBOPOXAEHHOCTU. [puBUBKN —
BaKLMHa NpOTUB Ty6epKynesa, renatut B B poAnIbHOM
JOMe, flanee MeMLUMHCKUIA 0TBOA. HacneCTBEHHOCTb
He OTAroLLeHa (B CEMbe eLle TPoe AeTel, BCe 3[,0POBbl).
AnneproaHaMmHes He oTarouieH. AnneproaHamHes He
oTaroweH. 0TMeYeHa peakums B BUAE CONOpPa Ha Npume-
HeHue [lenakuHa (BanbnpoeBasi KUCOTA), YTO CBA3AHO C
3amep/ieHneM MeTabonnama rimumHa, HakonIeHneM ero
B KPOBM, LIepe6POCNMHANBHOM XUAKOCTH U MoYe. dnuge-
MMOMOrMYECKIUii aHaMHe3 — KOHTaKT C MUHDEKLMOHHbIMK
60NIbHBIMM, B TOM YMCNE C TY6epKyIe3oM, renatuTom, Bu-
pycoM uMMyHogeduLmMTa YenoBeKa, OTpULaeT.

OBCY)XXAEHUE

Mpn HeoHaTanbHON GOpMe FMULKUHOBON 3HLeda-
nonatuu nepeble NpU3HaKU 60NE3HM NOABNAKTCS
B WHTepBase 0T 6 YacoB [0 8 fHeil nocne poXAeHus:
MbllLEeYHas TMNOTOHUA, NeTaprus, anHos, CYAoporu
(nocnegHWe MoryT CONpOBOXAATbCA WM HE COMpo-
BOXJaTbCA NaTTepPHOM «BCMblllKa/NofaBneHue»
npu anekTposHuedanorpadum), koma. Inunentuye-
CKMe NpUCTYNbl MOTYT NpPOTeKaTb B BUAE MUOKIOHY-
ca U/uin nKoTbl, a BNOCNEACTBUN LLEMOHCTPUPOBATb
PE3UCTEHTHOCTb K JIEYEHUIO aHTUANUNenTUYecKNuMu
npenapatamu. B fanbHenweM y BbDKUBLUUX NaLUeH-
TOB hOpMMpPYETCS cnacTUYeckuit TeTpanapes, rpybas
3ajlepxxka NCMXOMOTOPHOro pasBuTuA. Mpu MarHuT-
HO-pe30HaHCHOI ToMOorpaduu ronoBHOr0 Mo3ra He-
pefKo BbIABAAIOTCA areHesns MO30JIUCTOrO Tena,
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3aflepXXKa MUennHu3aumn, aHomanbHoe hopMupoBa-
HUE U3BU/NH, KOPKOBO-NOLKOPKOBas aTpodus 1 ry6ya-
Tas neiikoguctpodus [9]. B npeactaBneHHoOM cryyae
Habnoganucb BCe NpPU3HaKu HeoHaTallbHON GOpMbI
HEKETOTMYECKOW runepramumHemMun. B gaHHoM cnyyae
BbiSIB/IEHbl ABAa KOMNAaYyHA-TeTepO3UroTHbIX NaToreH-
HbIX BapuaHTa B reHe AMT (nokyc 3p21.31), koaupy-
towwmit 6enok T — aMUHOMETMNTPaHC(epasa, KOTOpbIi
OTBeYaeT 3a BTOPOIi 3Tan MeTabonmama rnuumHa, npu
KOTOPOM MPOMCXOLMT MEpPEeHOC METUIIbHOI rpynnbl ¢
MONEeKyNbl FULMHA Ha TeTparnapodonart u obpasosa-
HUE METOKCUMETUATETParngpoponueBoi KUCIoThl.
Cneumnduyeckoe neyeHne rauuuHoBoi aHuedano-
naTuu B HacToslLLee Bpems He pa3paboTaHo, OCHOBHas
3a/ja4ya NeyeHust — CHKEHME KOHLeHTpaLumn ramuuHa
6eH30aTOM HaTpusi, KOTOPbINA BNOKMPYET FULMHEpPTUYe-
ckue peuentopbl N-meTun-D-acnaparMHOBOM KMCNOTBI,
a TakXe cobntofeHne KETOreHHON ANeTbI, NPU KOTOPOI
MPOMCXOAMT CHUXEHWE KOHLEHTPaLUu rnLmMHa 3a cueTt
MCMONb30BaHUSA ero B roKOHeoreHese. TakuM LeTam
Heo6x0ANMa NpoTMBO3NUNENTUYeckas Tepanus. He me-
Hee BaXKHbIM fIBNSeTC CBOEBPEMEHHOE NeyeHne Bo3-
HUKAIOLWMX OCMIOXHEHUN, B HalleM CllyYae — 3TO pas-
BUTMe gucdarum u MMKpoacnupauuoHHOro CUHAPOMA.
CBoeBpeMeHHas NOCTaHOBKA racCTPOCTOMbI KakK npodu-
NaKTNKa acnupalnoHHO MHEBMOHWUM CHUXAET PUCK fe-
TanbHOro UCX0Aa BCeACTBUE PasBUTUS AblXaTeNbHOM
HEeLOCTaTOYHOCTY U YyYLIAeT KayecTBO XU3HN pebeHKa.

3AKAHOYEHUE

nuuuHoBas sHUedanonaTus — pefKoe TAXeNoe 3a-
6oneBaHue, CBA3aHHOE C HaKOM/IEHNEM aMUHOKMCIIOTbI
BO BCEX KNIeTKax OpraHuama, BKo4as rosloBHON MO3r.
HakonneHue rauuuHa npuBOANUT K Heo6paTUMbIM U3-
MEHEHUAIM B NMEepefHEM OTAENe LieHTPaNbHOM HEpPBHOI
cucTeMbl. [luarHocTuKa naTosiorum 3aTpyAHeHa B CBA3N
C €ro pefKoil BCTPEYAEMOCTbHO, OTCYTCTBUEM CreLU-
(uryeckux CUMNTOMOB, a TaKXXe HaJIMYMI0 NPOSIBIIEHNI,
XapaKTepHbIX 471 Apyrux 3abonesaHuii. OTCyTCTBUE Xe
cneyuduyeckoro NeveHns NPUBOANT K YXYALIEHNIO NPo-

SAMETKHU U3 NMPAKTUKHU

rHosa. Tepanusi rULWUHOBOI 3HUedanonaTum Tpebyet
MYNIbTULMCLUMAMHAPHOTO MOAX0Aa, NPUBNEYEHUS He-
CKOMbKUX CMeunanucToB, BKIKOYas HEBPONOra, reHeTu-
Ka, OTOPMHONAPUHIONOra, FaCTPOIHTEPONOra, LUETONO-
ra, MyNbMOHOJIOra, a TaK)Xe CBOEBPEMEHHOTO OKa3aHUs
nannnaTUBHOW NOMOLLW NaLyMeHTaM ANs yNyylleHus Ka-
YeCTBa XM3HU M YBENIMYEHNS ee NPOLOMKUTENBHOCTMU.

AONOAHUTEABHAA UHO®OPMALUA

Bknap aBTopoB. Bce aBTOpPbI BHEC/U CYLLECTBEH-
HbIl BKN1aj B pa3paboTKy KOHLeNumMn, NPOBEAEHNE UC-
CnefoBaHWA U NOATOTOBKY CTaTbW, MPOYAM U 0806pK-
nn GuHanNbHY BepPCUIo nepep, nybaunkaumen.

KoH(pnuKT MHTepecoB. ABTOpPbI AeKNapupyoT OT-
CYTCTBME SABHbIX U NOTEHLMaNbHbIX KOHHNMKTOB UHTe-
PEecoB, CBSI3aHHbIX C Ny6ANKaLWeli HacTosLLEeN CTaTby.

WUcTounuk puHaHcupoBaHmua. ABTOPbI 3asBNSOT 06
OTCYTCTBWM BHELIHEro GuHaHCMpOBaHMA Npu NpoBe-
AEeHUU uccnefoBaHus.

WHdopmupoBaHHoe cornacue Ha ny6nukauuio.
ABTOpbI NOAYYUNN MUCBMEHHOE COrNlacue 3aKOHHbIX
npeAcTaBuTeNeli nayMeHTa Ha Ny6IMKaLuo MeguLnH-
CKMX AaHHbIX.
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