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Inherited metabolic disorders have a specific place among cases of sudden deterioration of the newborn’s condition.
Therapies have been developed for some of these disorders. Accurate verification of the diagnosis is extremely impor-
tant for choosing an optimal treatment strategy. However, treatment is not always successful due to the rapid progres-
sion of symptoms. We report a case of citrullinemia diagnosed in a newborn in Vidnoye Perinatal Center.
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Oco00e MeCTO B CIyJasiX BHE3AITHOTO YXYAIICHHUS CO-
CTOSTHUSI HOBOPOXKICHHOTO 3aHMMAIOT HACJICACTBEHHBIE
0os1e3HM oOMeHa BelecTB. Jist psiga aTux 0oJie3Hel pa3-
paboTaHBI METOIBI TEPAIIUM, X TOUHASI BepU(PUKAIINS TH-
arHo3sa KpaifHe BaxKHa ISl BIOOpa OIpeiesIeHHOM TaKTUKU
seyeHus. LInTpymmHeMust OTHOCUTCS K HACIEICTBEHHBIM
00J1e3HsIM OOMEHA BEIlECTB, CBSI3aHHBIM C HapyllleHUEeM
LIMKJIA MOYEBUHBI.

ITIarorene3. Lurpymnmuaemus I tuma (CTLN1) 06-
yCIIOBJIeHA IeDUIITOM (pepMeHTa apTMHUHCYKIIMHATCHH-
tetasbl (ASS). [lepBbie ciryyan 60Je3HM onucaHbl B 1962 1.,
IMo3IHee ObLI YCTAHOBJICH IEPBUYHBINA OMOXMMUYECKUI
nepext. CTLN1 obycnoBiaeHa MyTalsiMu B TeHe ASST,
KoTOpbIi KomupyeT ASS. ASS — onuH u3 6 ¢GepMeHTOB,
KOTOPBIE UTPAIOT BAXKHYIO POJIb B YIaJEeHNU a30Ta U3 Op-
ranu3Ma. Hegocratok atoro ¢pepmMeHTa IPUBOANT K Ipe3-
MEpPHOMY HaKOIICHHIO a30Ta B BUAC aMMOHUS (TUIIEpaM-
MOHHMEMUS) B KPOBH M BCEX XHUIKOCTSIX OpPraHM3Ma.
®epmenT ASS cBI3bIBaeT HUTPYIUIAH C aCTIaPTATOM, TIPEB-
paiiiasi ero B aprMHUHCYKLMHAT. [1pu 6J10KMpoBaHUU 3TOM
peakIIy KOHIIEHTPAIXsI IUTPYJUIMHA ITOBBIIIAETCS B COT-
HU pa3, KaK 1 YPOBEHb aMMOHUS. AKTUBHOCTb ASS B cHH-
Te3¢ apriHMHA B OCHOBHOM IIPOSIBJISIETCSI HA BHEITHEH
MMTOXOHIIPHAIbHOM MeMOpaHe IEPUITOPTAIBHBIX KIIETOK
IeYeHU KaK YacTh IIMKJIA MOYEBHHBI, IIPH 3TOM HEKOTOpast
aKTUBHOCTh OTMEUYEHA TaKKe B KOPTUKAIBHBIX KJIETKaX
mouyek. B mHTpaHaTaIbHOM U MJIAACHYECKOM TIEPHUOIE
apTMHUH BBIpabaTbhIiBaeTCs 3a CYET aKTUBHOCTU ASS
B KJIeTKaxX KMIIeYyHuKa. DKcnpeccrust ASS B KUIIEUHNKE
npexpaniaercs B 2—3 roja.

CTLNI1 — penkoe ayToCOMHO-peLIeCCUBHOE TeHETUYE-
cKoe 3a00J1eBaHNe, KOTOpOE BKITIoYaeT 4 (DOpMBI, pa3inda-
IOIIMECS TI0 TSLKECTU TEYCHUSI: OCTPYIO (KJIACCHYECKYIO)
Y HOBOPOXICHHBIX; 00JIee MSITKYIO TTO3IHIONI0; (DOpMY, KO-
TOpasi HAUMHAETCS BO BpeMs WIM MOCIe OepeMEHHOCTH,
n 6eccummitoMHyto opmy. Hactora CTLN1 onieHuBaercs
Kak 1 ciyuyait Ha 57 ThIC. XKMBBIX HOBOpOXIeHHbIX. Kiac-
cryeckas opMa IUTPYJUIMHEMHUH BCTpEYaeTCsl y BCEX IT-
HWYECKHUX TPYMIT 110 BceMy Mupy [2, 10—13, 15].

Knaccnueckast popma, xapakTepu3ymOIIasicsl OTCYT-
CTBMEM aKTUBHOCTU (epMeHTa ASS, POSIBISIETCS CUM-
IITOMaMM BCKOPE TI0CJIe POXKICHUSI (HEOHATAIbHBIN IIepr-
on). Cumntombl CTLN1 BbI3BaHBI HAKOTUIEHUEM AMMOHUST
B KPOBM M CIIMHHOMO3TOBOM XuakocTu. Kiaccuaeckast
¢opma CTLNI1 mpossasgercsa B TeueHne 24—72 4 nocnie
pOXIEeHUs, 0OBIYHO TOC/E€ KOPMJIEHUS OEJIKOBOI MUILEN,
M TIEPBOHAYAJIEHO XapaKTepH3yeTCsl OTKA30M OT €IIbI, BSUTO-
CTBIO, OTCYTCTBHUEM amIleTUTa, PBOTOM M Pa3IpaskKUTEIIb-

HOCTEHIO. Y JIeTeit MOTYT pa3BUTHCS CYIOPOTH, CHIKEHIE MbI-
IIIEYHOTO TOHYCA (TMIIOTOHUST), PACCTPOMCTBO IBIXaHMsI, OTEK
TOJIOBHOTO MO3ra 1 rieYeHOYHAast He0CTaTOYHOCTS [2, 8, 14].
ITpu orcyrcrBum neuenuss CTLN1 MoxeT rmporpeccupoBaTh
IO KOMBI 13-3a BBICOKOTO YPOBHST aMMHUaKa B JIMKBOpe (TH-
nepaMMoHueMuueckasi koma). HeBponoruuyeckue Hapyiie-
HMSI, BKJTIOYAsT 3aICPKKY pa3BUTHSI, YMCTBEHHYIO OTCTAJIOCTh
U IETCKUIA LiepeOpasIbHbIN Mapajiiy, MOT'YT BO3HUKATh U IIPO-
TEKATh 00Jiee TSDKEO Y MJIAIEHLIEB, KOTOPbIE HAXOOWINCh
B TMIIepaMMOHUEMUYECKOi1 KoMe Oostee 3 mHeit. [ToBbIeH-
HOE BHYTPUYEPEITHOE JaBJICHIE MOXKET IIPUBECTH K IOBBIIIIC-
HUIO MBIIIEYHOTO TOHYCA, CIACTUYHOCTH, aHOMAJIbHBIM
peIIEKTOPHBIM IBYDKEHUSIM CTOITHI (KJIOHYC CTOIT) M CYIO-
poram. IIpu orcyTcTBUM JiedueHUsT 3a00ieBaHUE TIPUBOIUT
K OIaCHBIM U181 >KW3HU OCJOKHEHUSIM [7].

Boinee nerkast bopMa paccTpoiicTBa, KOTOpast Xapak-
TepU3yeTCs HEIOCTaTOUHOCThIO (pepMeHTa ASS, KIMHU-
YeCKHU pealn3yeTCs I03aHee — B MJIaIeHISCKOM MJIU JIET-
ckoM Bo3pacte. CUMITOMBI MOTYT BKJIIOUATh CHIDKCHHUE
TEMIIOB POCTa 1 Habopa Macchl Tejia (IToCTHATaIbHAs TH-
motTpodusi), HapyleHUss KOOPAUHAIINK IIPOM3BOJIBHBIX
IBIDKCHUH (aTaKCHST), IIPOTPECCUPYIOIIYIO BSUIOCTD U PBOTY.
Y MmageH1ieB ¢ Jierkoit (popMoii 3a00J1eBaHMST MOTYT Yepe-
JTOBATHCS ITEPUOIBI XOPOIIIETO CAMOYYBCTBIS M TUTIEPAMMO-
HUeMuu. Y MiageHueB u geteii ¢ aroii ¢popmoit CTLN1
TaKXe MOXET Pa3BUThCS TMIIEpaMMOHHEMMUYECKas KoMa
U ApYIYe OIacHbIe ISt XKU3HU cocTostHus [5, 11, 16].

JInarnoctuka. Juarno3 CTLNI1 ycraHaBiuBaeTcst
IIPY TIOBBIIIIEHHBIX KOHIICHTPAIIMSIX aMMOHUS B IIJIa3Me
(>150 MKMoOJIB/JI; MOXET BapbupoBaTh m0 >2000—
3000 MKMOJIB/JT) M UMTPYJ/UIMHA B TU1a3Me (OOBIYHO
>1000 MKMOJIb/JT) /WU IIyTeM HIeHTU(UKAUN Ora-
JIEJIbHBIX TIATOT€HHBIX BapMaHTOB B reHe ASS1 npu Mose-
KYJISIPHO-TEHETUIECKOM TeCTUPOBaHMH. BhICOKast KOHIIEH-
Tpalus aMMOHMS M LIUTPYJ/UTMHA B KPOBU YOSTUTEIHHO
cBuzeTenbeTByeT 0 guarHo3e CTLN1. g monrBep KaeHMs
JIMarHO3a JIOCTYITHO MOJIEKY/ISIPHO-TEHETUIECKOE TECTUPO-
BaHMeE Ha HAJIMYME TTAaTOTEHHBIX BAPUAHTOB B TeHe ASS].

CTLNI1 Takke MOXET OBITh IMarHOCTMPOBAaHA B MPO-
rpaMMax CKpMHIHTa HOBOPOXKICHHBIX. YPOBEHD IIUTPYIIIN-
Ha MOXHO M3MEPUTH Ha IISITHE KPOBH HOBOPOXKIECHHOTO
C ITOMOIIIBIO TAHIEMHOM Macc-CIIeKTpocKonu. PaHHee BbI-
SIBJICHHME BaXKHO, TTOCKOJIBKY CBOeBpEeMEHHAsI MACHTH (KA~
LIS ¥ JICYCHUE MOTYT IIPEI0TBPATUTDh TUIIEPAMMOHUEMMIO,
KOTOpAas BBI3bIBAET ITOBPEXKICHHE TOJIOBHOTO MO3Ta.

TectupoBaHme Ha HOCUTEIBCTBO M IIPpEeHATAIbHAS TV -
arHOCTHKAa MOCTYITHBI, €CJIU Y IIPpoOaHIa BRISIBJICHBI IIaTO-
TeHHBIe BapuaHTHl B TeHe ASS] u mpoBeleH cerpera-
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LIMOHHBIN aHAJIM3 y €ro poauTeseii. bpaTbs U cecTpbl pe-
OeHKa C YCTaHOBJIEHHBIM 3a00JieBaHUEM JOJIXKHbI ObITh
00cie10BaHbl cpasy IMocje POXIECHUS, a IETY C IMOBBILLIEH-
HbIM COAE€pXXaHUEM aMMMaKa WKW LUTPYJIMHA JOJIKHBI
noJiydyaTb IUETY C HU3KUM CoAepXKaHueM Oeska.

Jleuenne. OcTpoe IeueHre TUIIEPAMMOHIEMIH BKJTIO-
4yaeT ObICTPOe CHUXKEHUE KOHLEHTpAllMM aMMMaKa B Tias3-
M€ C TTOMOIIBIO MpenapaToB, CBI3bIBAIOIINX aMMOHUMA
(6en3oat HaTpusd, (peHUIALIETAT HATPHS ), U TeMOIMaIn3a
(ripy HeaHEKTUBHOCTH (hapMaKOTEparin), BOCCTAHOB-
JICHHE KaTaboIM3Ma ITyTeM BHYTPUBEHHOM MH(DY3UHU TIII0-
KO3bl U MHTPAIMITMIOB WU SHTEPATbHOTO 6€30€1KOBOro
MUTAHUS TIPU €T0 XOPOIIE MEPEHOCUMOCTH, a TAKXKe
KOHTPOJIb BHYTPUUYEPEITHOTO NaBjieHus [6]. Metomsr jie-
YEHMUsI, 4aCTO PEKOMEHIyEeMbIE JJIS1 MJIAICHIIEB U NeTei
C LUMTPYJUIMHEMUEN, BKITIOYAIOT IUETY C HU3KUM colepxka-
HHEeM 0eJIKa W/WJIN CITeIMaIbHbIC MEIUIIMHCKIE IIPOTYKTHI
u cMecH. CIielMaIbHbIN TUTaH IMTATAHKS TOJDKEH COOMI0IaTh-
CsI Ha TIPOTSDKEHWHU Beell XXKU3HU pebeHka [3].

Ornepaims 1o Iepecaake IeYeH! SBIISIeTCS JOTIOJIHH -
TeJIbHBIM METOJIOM JICUEHMSI J1S1 TALIMEHTOB C LATPYJIINA-
Hemueii. [lepecaaka neyeHu sSIBJISIETCSI CEPbE3HOI XUPYp-
TMYECKOM IPOLIEAYPOM U COIPSIKEHA C ONpPENcICeHHBIMU
puckamu. IlalMeHThl, NepeHeciline TpaHCIIAHTALUIO
MEeYEeHU, TOKHBI Ha MPOTSKEHUU BCEM XXU3HU MPOIOJI-
XaTh MPUEM MPENAPaTOB, MPEMSATCTBYIOLINX OTTOPKEHUIO
JIOHOPCKOI ImedyeHr. OqHAKO COODIIAIOCh, YTO YCTICIITHAS
TpaHCIUIAHTALMS TIEYEHU B HEKOTOPBIX CIIydasix yaydlla-
€T KaueCTBO XXU3HU TMALMEHTOB U €€ MPOJOLKUTEIbHOCTD.
TpaHcriaHTaLMs TTIEYEHU HE YCTPAHSIET HEBPOJOTMUECKUE
MpoOJIEMBI, €CJIM OHU yxKe Bo3HUKIIM [1, 17].

B oteuecTtBeHHOM IMTEPATypE Caydyau UATPYTMHEMUAN
Y HOBOPOXIEHHbBIX He onucaHbl. [Ipeacrasisem HabI10-
IAaeMblii HAMU KJIIMHUYECKUI ClIy4yald LUATPYJIMHEMUN,
JIMarHOCTUPOBAHHON B YCJIOBUSIX BMIHOBCKOro repuHa-
TaJILHOTO LIEHTpA.

KnuHuueckui cnyyau

Ilayuenmka J[. — donowenHnas desouxa, poxcoeHHAs
om 2-ii bepemeHHOCMU, 2-X CDOUHBIX ONEePAMUBHBIX POO0E,
poduaace ¢ maccoii meaa 3260 e u daunoil mena 50 cm,
OKPYICHOCMBIO 204108bl 35 CM U OKPYICHOCMbIO 2pyou 33 cM.
Ouenka no wkane Aneap — §—9 6annos. Y mamepu degouxu
duaeHocmuposauvl 6ecnaodue, CUHOPOM NOAUKUCHO3HBIX
auyHukos; 1-s bepemennocms (2018 e.) 3akoHuusace 3Kc-
MPEHHbIM Kecapesbim ceHeHuem 8 CPOK 6 Ce:3uU ¢ ducmouuell
weiku mamku,; Hacmosuas depemenrocms (2021 e.) nacmy-
nuaa nocae nepuooa 6ecnaodus 6 meuerue 1 eooa Ha ¢ghore
npuema orogpacmona. C yuemom y0081emeopumenbHo2o co-
CMOSHUS NPU POACOeHUU PeOeHOK Obln nepesedeH 6 naiamy
«Mambo u dums», 6 I-e cymku ocmompeHr 0emcKum Hegpono-
20M, C 3aKNIOHEHUEM: HOBOPOJICOeHHDLTL, nepuod pauHeli adan-
mauuu. Boinoanena neiipoconoepagus (HCI) — cmpykmyp-
HOIi namoao2uu He 6visiéaeHo. B 1-e cymicu JcusHu cocmositue
y0o6aemeopumenvroe; HaA4a10Cch ePYOHOe 8CKAPMAUBAHUE,

cdenana npueugka npomue eenamuma B. Kapouockpunune
Ha 8poicoeHHble Nopoku cepoya ompuyamenshsii. Ha 3-u cym-
KU JICU3HU OMMeUeHa Ompuyamensras OUHAMUKA COCIOSIHUS
3a cuem ObIXamenbHbIX U He8poA0UHeCKUX HapyeHul (6 eude
CUHOpOMQ YeHemeHUsl eHmpaabHoll Heperoll cucmemsl (LIHC)).
IIpu ocmompe: KodicHble ROKPOBLL YUCHIblE, OMMeYaemcs yme-
DEHHOe 8MANCEHUEe MeNCPeOEPHbIX NPOMENCYMKO08. YpogeHsb
mpanckymanHoeo ounupyouna — 140 mxmonv/a. C yuemom
ompuyamenvHoil OUHAMUKU peOeHOK nepesedeH 6 omadenenue
peanumayuu U UHMeHCUBHOI mepanuu HOBOPONCOCHHbIX
(OPUTH) c nodo3peruem Ha 6HympuympoOHy NHeeMOHUIO.
CocmosiHue npu nocmynieHuu msdicenoe, 00yca084eH0 Hapa-
CmaHuem cuHOpoMa yeHemeHus U OblxamenvHoi Hedocma-
mouHoCmu.

Hunamurxa cocmoanus nayuenmxu 6 OPUTH: desouka
nocmynuaa 6 eozpacme 55 u 4 mun ycusnu. Ipu ocmompe —
nposienenus cundpoma yenemenusi L[HC, evipasicennoe ma-
xunro3 do 80—90 @ munymy, ocaabaenue dvixanus Hao ceil
NOBEPXHOCMBIO N€2KUX, KOJICHbIE NOKPOBbL C CEPbIM OMMEeH -
Kom. Hccaedoganue KUCAOMHO-UEA0UHO20 COCIOSHUSL: Gbl-
paxcerHblil OvixamensHbli ankanos u aakmamemust. C yuemom
8bIPAJICEHHO20 MAXUNHOI U OAHHBIX UCCAeD08AHUSL KUCAOMHO-
WEeA04HO20 COCMOSIHUSL peOeHOK Obln UHMYOUPOBAH U nepesedeH
Ha uckyccmeenHyro eenmunsayuro aeekux (MBJI). Ilo danubim
DEHM2eH0A02UMEeCK020 UCCAe008AHUSI OMMEUeHbl YCUleHUe
N1€204H020 PUCYHKA 8 NPUKOPHEBbIX 0MAenax AeeKux, No8bl-
UWeHHOe HanoAHeHUe 2a30M nemens KuueuHuka. Penmeeno-
A02udecKas KapmuHa He COOMEemcmao8ana malcecmu Kau-
HU4eCcKUx nposeneHuil 0bixameabHol HedOCMAamoyHOCMU.
Hauanace anmubaxkmepuanvias mepanus. Ilo danusim 06-
weeo u OUOXUMUMECKUX AHANU308 KPOBU 8 KOHUe 1-x cymok
JUCUBHU He BblIsIBACHO ABHBIX MAPKEPO8 80CNAAUMENLHOO NPO-
yecca. Ilo danubim sx0Kapouoepaguu Ha 2-e Cymxu HCus3Hu
NPU3HAKU 8POJICOEHH020 NOPOKA cepoya OMcymcmeosan.
1lo dannbim yabmpaseyk06020 uccaedo8anus: GHYMpeHHUX
0P2AH08 OMMEeYANUCh NPUHAKY ULeMUU NAPEHXUMAMO3HbIX
opeanos. Ilo dannvim HCI — npusnaku omeka 20406H020
Mo3ea. 3apeaucmpuposansl ceHeparu308aHHble MOHUKO-KA0-
Huueckue cydopoeu. Ocyuecmensinca MOHUMOPUHE aMNAU-
MYOHO-UHMEeSPUPOBAHHOIL AnekmposHuepanoepaghuu. Tposedena
NOMOANbHASL NYHKUUSA: OGHHBIX, YKA3bIBAIOWAUX HA HELIPOUHeK -
YUI0 U KPOBOU3AUSIHUE, He NOAYHEHO.

B ounamuxe ommeueno yxyouienue coCmosiHUs 3a cuem
2eMOOUHAMUHECKUX HAPYUEeHULl, 0CIPOLl NoYeYHol Hedocma-
MOYHOCMU, PA3GUMUSL CUHOPOMA OUCCEMUHUPOBAHHO20 BHY-
mpucocyoucmozo ceepmol@aHus (1e20uHoe KposomeueHue),
aaxkmamemuit (00 14 mmons/n), He8posoeUHecKUX HapyUueHuil
(cundpom yenemeHnus, cydoposucholit cunopom). Cydopoeu Ky-
nuposarbsi cubazonom. CocmosiHue 0cmaganocs O4eHs msdice-
AbIM, COXPAHAAUCH 0AUYPUsl, ObIXAMEAbHAs Hed0Cmamou-
Hocmb (omcymcmaeue camocmosmenvhbix 800X08 U nocie
ommeHbl cedamusHol mepanuu), CUHOPOM yeHemeHUs.
B dunamuke ymenouienue rakmamemuu 00 6 MMOAb/A.

1lo dannbim amnaumyOdHo-uHme2pUPOBAHHOI I1eKMPO-
anyepanoepaghuu do 5-x cymok Hcu3Hu peucmpuposancs
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NOCMOAHHBLI HU3K080AbMANCHbII NAMMEPH, ¢ 5-X CYMOK
JCUBHU — NOABACHUE NAMMEPHA «BCHbIUKA—NO0A8AeHUe».
Kaunuuecku cyoopoeu ne ommeuanuco. Pebenok ocmompen
Heapoa02oM, duaeHo3: HeoHamanvHas koma. Ilo dannvim HCI
OMCYMCmMeE08asu NPU3HAKU KPOGOUAUSAHUS, COXPAHIAUCD
BbIPAJICEHHBIE UleMUYeCKUe USMEHEHUSL CO CHUMNCEHUEM KDPO-
eomoka (puc. 1). Ha ghone nposedenus UBJI c munumanvrol-
MU NApaMempamu co CrmabuabHOU 2eMOOUHAMUKOL COXPa-
HAACS 8bIPANCEHHDILL CUHOPOM YeHeMeHUs (C Y4emom OmMeHbl
Ce0amueHbvIX NPenapamos ¢ 4-x Cymox JHcusHu), cCamocmos-
menvHoe dvixanue omcymcemeosano. B OPHTH nposodunacs
cumMnmomamu4eckas NOCUHOPOMHAS Mepanus, GKAYAs
HeOOHOKpamHble MpanHc@hy3uu 3pUumpoyumapHoi mMaccol
U C8eIHCe3aMOPONCEHHOL NAA3MbL.

Puc. 1. Heiipoconoepagus, KopoHapras naockocms CKAHUPOBAHUSA HA YPO8-
He men 60K08bIX Jiceny0ouko8. Pucynok useunun u 60po30 He susyasuzupy-
emcs. Ommeyaemcs NOGvlUIeHUE IXO2EHHOCMU NEPUSCHMPUKYAAPHbIX
u cybkopmukanvrvix cmpykmyp. bokogsie scenydouxu wenesuonsie. Ixo-
NPUHAKU UWIEeMUHECKUX USMEHEHULl U 0MeKa 20108H020 MO32a

Fig. 1. Neurosonography; coronal view at the level of lateral ventricles.
No pattern of cortical gyri and sulci can be visualized. Increased echogenicity
of periventricular and subcortical structures. Lateral ventricles are narrowed.
Echo-signs of ischemic changes and cerebral edema

Ha 6-e cymiu JcusHu noOBMOPHO 8bINOAHEHA NOMOANHAS
NYHKYUSA — MAPKEPO8 60CNANeHUSA He 8biseaeHo. B amom xce
deHb 0bL10 peKoMeHO08aHO nposedeHue 2eMoOUaNU3a, y4u-
MblEaAs 8bICOKULL YPOBEHb AMMUAKA KPOBU, NPEbIULAOUULL
npedenvHble 3HaYeHUs annapama — ceviue 357 MKMOAb/A.
Tlocae koncyavmayuu ¢ pykosodumenem OUGAU3HO20 UeHMPA
DEKOMEeHA08aH nepesod NAUUECHMKU 8 YeHMD 2eMOOUaNU3d.
Ha 6-e cymiu jcu3Hu ycmanoeaen nepumoHedtbHuli Kame-
mep u Hauaiacs nPoyedypa nepumoHeanbHoeo duaiuza. Om-
Me4anoch npocpeccuposaniie OMeKa mMo3ed U MAeKux mxanetl
20/106bl — HAPACMAHUE OKPYICHOCMU 20408bl ¢ 35 cm
npu posxcoenuu 0o 40 cm Ha 9-e cymku Jcu3HU, @blpadiceHHoe
pacxodxcoenue kocmelti yepena. Ilo dannvim HCI evipasicen
OMeK geujecmea 20108H020 M032d, PUCYHOK O0P030 U U36UAUH
He suzyaauzupyemcs (puc. 2).

Puc. 2. Heiipoconoepagus, KopoHapras naockocms CKAHUPOBAHUS HA YPO8-
He men 60K08bix Hceaydoukos. Ompuyamenvras OuHamuka. Pucynok uzeu-
AUH U 60po30 He guzyanusupyemcs. Ommeuaemcs 3Ha4UMeNbHOe NOGbIUIeHUE
9X02EHHOCIU NePUBCHMPUKYAAPHBIX U CYOKOPMUKAAbHbIX cmpykmyp. bo-
Kogble JHceny0ouKu wenesuonbie. IXONPU3HAKU UMeMU4ecKux usmMeHeHuil,
omeka 201081020 Mo3ea. Heavss uckaiouumes 6mopu4Hsle eemoppazuueckue
U3MeHeHUs 8 00Aacmuy NepUGeHMPUKYAAPHOU UeMuu

Fig. 2. Neurosonography; coronal view at the level of lateral ventricles.
Negative dynamics. No pattern of cortical gyri and sulci can be visualized.
Significantly increased echogenicity of periventricular and subcortical
structures. Lateral ventricles are narrowed. Echo-signs of ischemic changes and
cerebral edema. Secondary hemorrhagic changes in the site of periventricular
ischemia cannot be excluded

1o pezyabmamanm uccredosarusi Kposu memooom mauoem-
HOIL Macc-cneKmpomempulL 8bI5161€HO NOBbIUICHUE KOHUEHMPAUUU
yumpyanuna 6 kposu — 1136 mxmons/n (Hopma do 80 mxmons/n),
4mo no360/510 C 8bICOKOU 8eposimHocmbio npednonazams CTLN 1
Ha 0CHOBAHUU OUOXUMUMECKUX OAHHbLX.

CocmosiHue nayueHmKyu 0CmMaganocs KpaiHe msajiceasim,
pebenok Haxoduacs Ha UBJI, peakyus na ocmomp omcym-
CMB08aNA, OMMEHAAUCH AMOHUSL, apereKcusl; 2eMOOUHaMU -
Ka — npu noddepicke kapouomonuueckoii mepanuu. Ilpoeo-
duacs nepumoHeansHolii duaru3. Ilo dannsim anaiuzos
Kposu u Ouanu3Hoil HcUu0KoCmu Ha AMMUaK KOHYeHmpayus
nocnedHezo COXpananacey 8 8vicokux duanasonax — om 300
0o 1400 mxmonv/n. CoxXpansncs 8blpaliceHHblli OmeK 20108-
H020 M032a U MACKUX MKAaHell Yepena, OKPYICHOCHb 20108bl
Ha 13-e cymku xcusznu — 43 cm (npu poxcdenuu — 35 cm).
Ommeuanocs Hapacmatue nOAUOPeAHHOL HeOOCMAMOYHOCU:
Hapyuienue yepebpaibHO20 CMamyca 8 gude HeOHAMalbHOl
KOMbl, 8blpAXNCEHHO20 OMeKa 20/108HO20 M032d, CepOeYHO-
cocyducmoii Hedocmamo4HOCMU, NeYeHOUHOl U NOYEeHHOl
HedocmamouHocmu, obujeo omeuro2o curndpoma. CocmosiHue
pebenka obycaoeaeno HacredcmeeHHol 001e3Hbl0 00MeHa
eeujecme — HapyuieHuem o0 MeHa YyUKAa MOYe8UHbl, eunep-
ammonuemueil, CTLNI.

Hecmomps Ha nposodumoe nevenue, ommeueHo npozpec-
cupyrouiee yxyoulenue cocmosiHus; 6 eospacme 14 cym 11 u
29 MuH y hayueHmxu npou3owaa 0CMmaHogxka cepoya.
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Ilpu nposedenuu uccaedosanus Kooupyrouei yacmu u
npunexcawux UHmMpoHHoIx obaacmeii eena ASS1 memodom
NPAMO20 A8MOMAMUYECK020 CEeKBEHUPOBAHUS BblAGAEHA NA-
moeennasn mymayus NM 000050.4: c.847G>A (p.E283K),
OnuUcaHHas 6 mexcoyHapooHoi 6asze no mymayusm HGMD
(CM031628), u usmenenue HykaeomuoHoil nociedosamens-
Hocmu NM 000050.4: ¢.773+4+7delAGTG (chr9:133355191
133355194delAGTG), He onucanHoe 6 mexncoyHapodHoil 6ase
no mymayusm HGMD u 6aze dannoix eapuanmoe GnomAD,
HO pacyenusaemoe KaK 8blCOKOBEPOSIMHO NAMO2EHHAs MY~
mauyus, 8 KOMNAyHO-2emepo3ueOMHOM COCIMOSHULL.

Ilamoaozoanamomuneckuii snuxpu3. /lesouxa /1. podu-
AACh OM Mamepu ¢ OMAOUWEHHbIM AKYUEPCKO-2UHeK0A0U -
YyecKUM AHAMHE30M NOCPedCm8oOM Kecapesd ceveHus,
npu podicoenuu — ¢ y0081emaopumensHsiMu Qu3suosoeuye-
cKumu nokasamenamu. Peberok c msicensimu nposenenusmu
8D0JICOeHHO20 HapyuleHUs: 00MeHA OPHUMUH08020 YUKAA —
yumpyanunemuu. Havano dexomnencayuu cocmosnus —
Ha 2—3-u cymKu JHcu3HU, 4mo 0OCMAamo4HO XapaKmepHo
ons nayuenmos ¢ CTLN 1 86udy moeo, umo HaxonaeHue npooyx -
M08 00MeHa MOYEBUHbL, 8 YACMHOCIU AMMUAKA, NPOUCXOOUM
oueHb Obicmpo U npoepeccueno Hapacmaem. C nepgvlx OHell
6 aHanu3e KpoeU BblAGASANUCH BbICOKIUE YPOBHU AAKMAMA, YMO
4acmo HabarO0aemcst NPU BPOHCOCHHBIX HAPYUEHUSX 00MeHa.
Taxum obpazom, cybcmanyuu UHMOKCUKAUUU — AaKmam, Mo-
YegUHA, AMMUAK, NPUCOCOUHUBUIUICA K HUM OUAUDYOUH —
bbicmpo Hauaau nospexcoams HeipouHoe 3eeHo ITHC; kak
pe3yasmam, 00CMamo4Ho Obicmpo y pebeHKa NOABUAUCD CY-
dopoeu, 6 nepuod pe3Koeo HApacmaHusi OmeKka-HabyxXaHus
20/108H020 M032A C HEOOPAMUMbIM NOBPEICOeHUEM €20 CPYK -
myp. Cmepmbs M032ea y pebeHKa HACMYNUAA, CKOpee 8Ce20,
He no30Hee 5-x cymok ucusHu. Qb smom ceudemenbcmeyiom,
6 uacmuocmu, daunvle HCI (nosiénenue «obpamnozo» Kpo-
60MOKaA), XapakmepHas 31eKmpodHyedanoepaguueckas
KapmuHa cneyughuueckoeo nammepra, 0aHHble Heapoao2u-
yeck0eo obcaedosanus (koma). B danvHeiiwem 06600Henue
(omek) HeKkpomuuecKku U3MeHeHHOU MKAHU AULLb HAPACMano,
6 30Hbl M032068020 0empuma NOCMYNAAU Kpoeb U naasma u3
PA3PYUEHHBIX KANUAAAPO8. Imo nodmeepicoaem yseauueHue
0bBema 2010806l (¢ 8-X CYMOK HCU3HU).

B kakoii-mo momenm ¢pubpo3Hoe/anonespomuteckoe
nepekpuimue 6016Ul020 POOHUUKA CIMPEA08UOH020 W8a He-
Kpomuuecku U no0 dagaeHuem 6HympU4epenHo20 co0epiucUmMo-
20 PACNAABUAOCH, MO32080LL OempuUm U Kpo8b Hauaau NOCHYNAams
HenocpedcmeeHHo noo MseKue MKAHU MeMeHHO-3AMbLA0MHOL
obaacmu 201086l pebenKa, npu yabmpasgyKoeom ucciedosa-
HUU KAUHUYeCKU MO Obl10 PACUEHEeHO KAK 2eMamomd.
Cmepmb 201061020 M0O32a HACMYNUAA HA 5-€ CYMKU HCU3HU
(¢ yuemom KAuHU"eCKUX OAHHBIX): BbIABAAIOMCS MOMAAbHbIE
uuleMuvecKu-HeKpomuyecKue nogpedcoerus 20108H020 M03-
2a, npaKkmu4ecky noAHbl HeKpo3 Helipoyumos u 2Auu, nepu-
6a3a/1bHble KPOGOUBAUSHUS, PACNAABAEHUe nepedHell Yacmu
€epnoguoHo20 OMpPoCmKa meepaoil Mo32060il 060104KU, pa3-
Pblé meepaoil M032060il 0004104KU U ubPO3HOL MKAHU 001b-
Wo20 pOOHUYKA CMPEeno8UOH020 WEA; NPOpPbIE KpPOo8U

U M03206020 Oempuma noo Had4epenHoli anoHeepo3 U 6 Mse-
Kue mKaHu 20108bl 8 00seme He Menee 350 ma, npopvie Mo3-
206020 dempuma u Kposu 6 cyooypaivHoe npoCmpaHcmeo
CNUHHO20 MO032a, UMOUOUUUS U MHONCECIBEHHbIE KPOGOUIAU-
AHUS MASKUX MKAHel 201068bl, NpoaupepamueHslii Guopos
MA2KOoU (naymuHHoIl) 060104KU Mo3dceuKa (puc. 3). Buecme
¢ meM 6 Opyeux opeanax u cucmemax — 6 NoYKax, 6 cepoye,
6 e2KUX — makdice npomexanu maxceseliuue oucmpoguqe-
CKUe HapyueHus, Ymo nposesnoch 8 OAHHbIX A1A00PAMOPHBIX
00C1e006aHUIL MAPKEPAMU NOAUOPSAHHOT HEOOCMAMOYHOCHIL.
Tak, kapmuna 6vira 00YCA06AEHA HE MOABKO NPAMBIMU UH-
MOKCUKAYUOHHBIMU NOPANCCHUAMU, HO U OMCYMCmeuem
UEHMPAAbHORO PecyAUPOBAHUSI COCYOUCO20 MOHYCA U 20Me0-
CMaza opeaHu3Ma noUOWUM 201068HbIM Mo320M. Kackadom
OCAOJICHEHULI CIMAAU HAPYULeHUS! KOGYAAUUU (CUHOPOM ducce-
MUHUPOBAHHO20 6HYMPUCOCYOUCO20 CBEPIbIBAHUS), KUCAOM -
HO-UWeN04H020 COCMOSHUSL KPOBU, ObIXAMEAbHble HaPYUeHUS
Kak 68u0y omexa aeekux, max u no npu4UHe 6HympUuaeco4HbixX
Kposomeuenuii. lucmonoeuueckoe uccaedoganue noomeepou-
/10 OUACHO3, YCMAHOBAECHHbII MAKPOCKONUYECKUL.

Puc. 3. Haarocmpayus onucanus namoaoe0aHamomuueckoeo npomoxona
Fig. 3. lllustration of the pathological protocol

3akarouumensnsiii Kaunuveckuil ouaznos. OcrHogHoe 3a-
bonesanue: E72.2. Hapywenus obmena yukaa mMo4eguHbl,
CTLN1, eunepammonuemus. Ilposodusace npouedypa nepu-
MOoHeanbHo2o duanu3sa.

Ocnooicrenus ocHognoeo 3abonesanus: P91.5. Heona-
manvHas Koma, omek 20108H020 mo3ea. P28.5. Jlvixamenvnas
Hedocmamounocms y Hogopodicdenroeo 111 cmenenu. P26.X.
Jlecounoe kpogomeuerue, 603HUKUICE 8 NEPUHAMANLHOM Ne-
puode, kynuposaro. P29.8. JIpyeue napywenus, 6o3Huxuiue
6 nepunamanvhom nepuode. P91.6. Inuyearonamus msice-
A0l cCmeneHU, 0CA0ICHEeHHAs nPUOOpemeHHOol eudpoyepanu-
eii. P60.X. luccemunuposannoe enympucocyoucmoe ceep-
mblanue Kposu y HOBOPOICOEHHORO.

Conymcmeyrowue 3a6onesanus: P90.X. Cydopoeu Hoso-
podicoerHoeo (6 anamuese). P61.8. Ymounennovie nepunamans-
Hble eemamonozuyeckue HapyueHus, mpomooyumonerus,
anemus maxcenoii cmenenu. P59.2. Heonamansnas sceamy-
Xxa gcaedcmeue Opyeux U HeYMOUHEHHbIX NO8pedcoeHuUll
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Kkaemok neuenu. P96.8. Ymounennoie napyuienus, 603HUKA-
ouue 8 NnepuUHaAmanbHoM nepuode, — 00U OME4HbLI CUH-
dpom 111 cmenenu, noueynas HedocmMamo4HoOCmb.

Conocmaenerue 3aKAH04UMENbHO20 KAUHUYECK020 Oude-
HO3a U NAMoA020AHAMOMUHECK020 0UA2H03A: COBNAdeHUe.

Ilpununa cmepmu: cmepmo nayuenmeu ., 14 cym scuz-
HU, HACMYNUAQ OM OCAONCHEHUTl BPONCOCHHO20 HAPYUleHUS
oomena yukaa moveeunsvi, CTLN 1. Cuepmenvuoim ocaoxicHe-
HUeM 56UNCS OMeK-HAOYXAaHUe 20108H020 M032a C KAUHUHECKOU
CMEpmMbio M032a Ha 5-e CYMKU JCU3HU.

HacnenctBeHHble HapyllieHUss OOMEHa BEIECTB He-
00XOIMMO MCKITIOYATh Y HOBOPOXIECHHBIX C CYIOPOTaMu
¥ CUHIPOMOM yTHETCHUSI HEYTOYHEHHOTO reHe3a. PanHee
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