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Has He[OCTaTOYHOCTb aumi-KoA-gerugporeHassr;

Kop To MexxryHapopiHoit Kaccudukanyy 60mesHert
10-ro mepecmorpa — E71.3) — penxoe HacnencTBEeHHOE 3a-
6oreBaHue, XapaKTepuUsyoliieecs: HapylLIeHreM oOMeHa
AMIHOKMCTIOT U XXMPHBIX KUCITOT. OCHOBHBIE KJIMHIYe-
CKJe CUMIITOMBI BapbUPYIOTCSI OT TsDKEJIBIX MeTabomde-
CKMX HapyIIeHUII B HEOHATaNTbHOM IIepHofie IO MBIIIed-
HOJT C7TabOCTH U [IbIXaTeIbHOI HETOCTaTOYHOCTH JIETKOI
CTeIleHN Y JieTell U B3pOCIbIX [1-6].
BoresHb pa3BuBaeTCs P HEJOCTATKE CIIennpIIecKux
MUTOXOHJPUANBHBEIX (EPMEHTOB — 3/IEKTPOHIIEPEHO-
camero ¢gnasonporenta (ETF) u ETF-geruagporenass
(ETF-QO). Jeduiut nobdoro us sTux GpepMeHTOB IpH-
BOOUT K HAKOIUIEHMIO B OMOMOTMYECKMX >KUAKOCTSIX
¥ TKQHSIX TOKCUYHBIX METaOO/NTOB, 0OYC/IOBIMBAIOIINX
HOBpeX/jeHVIe BHYTPEHHNX OPTaHOB.

rnyTaPOBaH anmpypya (IA) 2-ro Tiia (MHOXXeCTBeH-

MOI'IEKynﬂprle MeXaHU3Mbl

Anexrpouneperocsuit ¢prasonporent (ETF) u ETF-ge-
rupporenasa (ETF-QO; ETF:y6uxunoH-oKcupopenyKTa-
3a) — CIelyaabHble (pepMEeHTHI, OTBETCTBEHHbIE 3a IIe-

PEHOC 9/IEKTPOHOB B [IbIXaTe/IbHON L€ MUTOXOHPUIL.
OHM y4aCTBYIOT B OKVC/IEHUV XKVPHBIX KVC/IOT U aMIHO-
KIUCTIOT, 0becrednBas OpraHM3M SHepryell B YCIOBUAX,
KOI7Ia €€ HEBO3MOYKHO IIOJTY9MTh M3 MOJIEKYI I/TIOKO3BL.
ITpuunnoit passutusa I'A 2-ro THIA ABAATCA MyTalUN
B redax ETFA u ETFB, kogupymomux anbda- u bera-
cyovenuuusl pepmenta ETE a rawoke B rene ETFDH,
xopupyomeMm ETF-QO [7, 8].

HepocraTox m060ro us yKkasaHHbIX (epPMEHTOB IPU-
BOJOUT K HAKOIUIEHMIO B OMOTOTMYECKUX >KUAKOCTSIX
U TKaQHAX TOKCUYHBIX IIPOIYKTOB 0OMEHa BEIIeCTB: IIy-
TapOBOJi, M30BaJIEPUAHOBO, AUKAPOOHOBBIX U APYIUX
OpPraHMYEeCKMUX KUCTIOT.

3abonmeBaHne cBsA3aHO ¢ MyTanusMmu B reHax ETFA,
ETFB u ETFDH, nacnenyeTcsa ayTOCOMHO-peLleCCUB-
HbIM nyTeM. UT06Bb!I 6071€3Hb IposiBrIa cebst, pebeHoK
TO/DKEH YHAc/lIefoBaTh IAaTOMOTUYECKUIL ajlelb K OT
Marepy, 1 ot otia. Ecnu o6a pogurens — Hocutenu mMy-
TAHTHOTO aJUIeNsl, PUCK BOSHUKHOBEHUS 3a60/IeBaHms
y HeTeit cocTaBnAeT 25%, pPUCK HOCUTENbCTBA MyTa-
1y — 50%, BepOsATHOCTb POXKAEHNA 3,0POBOro pebeH-
Ka — 25% [9-12].

JddexTBHAA dapmakoTepanua. 14/2024



I'myTapoByio anupypuio 2-ro TUIIa BIIEPBBIE NCCIENOBAT
B 1976 1. Bpau X. ITmmpembens (H. Przyrembel) c kone-
ramyu. OHU onucany MIafieHla ¢ TUIIOI/IMKeMMeN U Me-
TabOMIMYECKMM aLlMfI030M, OT KOXKU KOTOPOTO MCXOMVI
XapaKTEepHBIN 3allaX «IIOTHBIX HOI». B aHanmse mMoun
MalJeHTa OTMeYanach BbICOKasA KOHIEHTpalus TIyTa-
POBOII 1 MONIOYHOI KucroT [13].

B 1991-1994 rT. ycTaHOB/IEHA CBA3b 3a00/IEBaHNUA C My-
tauuamu B redax ETFA, ETFDH u ETFB [4, 14].

Pa(ﬂpO(TpaHEHHOCTb U TUN HadieaoBaHnA

YacroTa BcTpedaemoctu I'A 2-ro Tuma B Mupe — ofyH
ciy4ait Ha 200-300 ThIC. )XMBBIX HOBOPOXKIEHHBIX [15].
OnueMMOIOTNYecKMX aHHbIX 1o Poccun Her.
Bripersaior popmbl A 2-ro Tvma ¢ paHHUM (HeoHaTaIbHasA)
U TIO3JJHMM HadasioM. B cBOI0 ouepenp nepBas Nofpaspens-
eTcs Ha GOpMY € BpOK/IEHHBIMY ITOPOKaMI U 6e3 HIX.
HeoHnatanpHas ¢opMa ¢ BPOXJEHHBIMM NOPOKaMU
MaHU(ecTUpyeT B IepBble 24 yaca XU3HU MJIaJeHIa,
COIIPOBOXKJAETCSI TSKEIBIM MeTabONMNIeCKUM alM0-
30M, TUIIOTOHMEN MBIIIL], YBeTMYEeHMEM ITeYEHN U TTOYEK.
Ee oTnMunTenbHBIMM YepTaMM ABIAIOTCA BPOXXIEHHbBIE
IMOPOKM DPa3BUTKUSA BHYTPEHHUX OPraHOB, NMIIEBbIE
aHOMAJIUM, @ TAKXe CHelMpUIeCKNil 3aMax «IOTHBIX
HOD» [5, 16].

HeonatanbHas ¢popma 6e3 BpOXK/IEHHBIX IOPOKOB IIPO-
ABJIAETCA B TeueHue MepBbIX 48—72 yacoB Xu3HU. Xa-
PaKTepHBI Te >Ke CUMIITOMBI, YTO ¥ IIpU TIepBoit popMme,
a Tak)Ke MOpakeHMe cepaua u nedyeHu. OgHako mopo-
KOB Pa3BUTHUA JPYIMX OPTaHOB U JIMILIEBBIX aHOMaINii
Her [17].

[MospHssa popMa MOXKeT HeOI0THPOBATh KaK B [IeTCTBE,
TaK ¥ BO B3pOCIIOM Bo3pacTe. TeueHne 60/1e3HN HOCUT
BOZTHOOOpa3HbIl XxapakTep. Bo3MOXXHBI oCTpble mpu-
CTYIBI, COIPOBOXX/AOUIMeCAa PBOTOM, TMIIOTTMKEMMN-
elf, MeTaboMM4IecKUM alUf030M, IOpaKeHNeM IIeYeHI,
U XpOHMYECKOe TedeHue, IpU KOTOPOM HabMIofaloTcs
MbIIIIeYHast C1ab0CThb, YTOMIIIEMOCTD, 60/Ib B MBIIIIAX,
CHIDKEHIE TOJIEPAHTHOCTH K (pU3MUEeCKOIT HAaTrpy3Ke.

JlnarHocTuka

Iuarnoctuka I'A 2-ro Tuna Bkaovaer [18-21]:

= c6op aHaMHes3a ¥ OCMOTP MaLMEHTa;

= OIpefeieHye YPOBHSI OPraHUYeCKNX KUCIOT (IIyTa-
POBOIL, STU/IMAJIOHOBOIL U p.) B MOYe M allV/IKApHM-
TVMHA B KPOBM C IIOMOLIBIO TaHJEMHOI Macc-CIIeKTPo-
MeTpPUM UM XPOMATO-MacC-CIeKTPOMETPUIL;

= JCCIefOBaHNe YPOBHS alWIKaPHUTHHOB B (pubpo-
6/macrax;

= IpUMeHeHNe HePOPaJMONOINIeCcKNX METOHOB —
MarHuTHO-pe3oHaHcHolt ToMorpaduu (MPT) ronos-
HOTO MO3T3;

= MOJIEKY/LIPHYIO JUATHOCTYUKY — BbIsIB/IEHME MyTaLuil
Brenax ETFA, ETFB, ETFDH.

B Poccun obcnegoBanme Ha I'A 2-ro Tuma He BXOIUT

B IIPOTpaMMy 0053aTe/IbHOTO HEOHATa/IbHOTO CKPVHVH-

ra. CeMbsIM C 6ONBHBIMU [ETbMU IIPY IIAHUPOBAHUY

HOBOIT 6epeMeHHOCT PEeKOMEHJYeTCsI MeAUKO-TeHe-

TIYECKOe KOHCY/IbTHUPOBAHMe Bpaya-TeHETHKA, a TAKXKe

[peHaTalbHasl JUATHOCTHUKA.

Hesponorua u ncuxmatpus

KNMHNUeCkaa npakTika

Neyenne

IIpu I'A 2-ro Tuma HasHaYalOT IATOT€HETUYECKYIO fiVe-
TOTEPAINNIO ¥ CUMIITOMAaTHYeCcKylo Tepanuio. JledeHne
HaIpaBIeHO Ha KOPPEeKIMI0 MeTabonndecKux Hapy-
meHnit. [y 9TOro ManueHTy MogOMpaT ONTHMAIb-
HYIO0 AMETOTEPANNIO C BBICOKMM COJePXKaHUEM YITIEBO-
OB VI HU3KUM COfiep>)KaHMeM OeNKOB 1 XVMPOB. BaxxHo
VICKTTIOYNTD TOOfIAHNE.

MepukaMeHTO3HOE JIedeHMe BKIIOYAeT NpUMEHeHMe
pubodnasuna, kosusuma Q10, a Takxe L-kapHUTHHA.
Tepamust OCTPBIX COCTOSIHMIT IIPOBOANUTCS B YCTIOBYSIX
craumonapa [6, 13, 22].

[Tporxos 3aboneBaHMsA 3aBUCUT OT TSDKECTV CUMIITOMOB.
Kak mpaBuo, npu HeoHaTanbHBIX pOpMax OH HebIaro-
npusiTHsiL. [Tosguss gopma mpu cobmonernn Bpaded-
HBIX peKOMEH[ALNII ¥ JMeTOTepanny mpoTeKaeT bomee
6maronpusATHo.

B pa6ore mepuHaTambHOrO IieHTpPa 0COOOE 3HAUCHME
MMeeT AMAarHOCTMKA HAC/IeCTBEHHBIX 3a00/eBaHMIL.
ITpesxe BCErO 3TO KACAETCSI CUTYALMIl C BHE3AHBIM
YXYALIEHNEM COCTOSIHVS 3XOPOBbsI HOBOPOX/IEHHOTO.
OrmepaTVBHO BbIABIEHHAS IIATONOIMA MO3BOJIAET CKOP-
PEKTMPOBATh TEPaINIo, NaTh MIPOTHO3 >KUSHU U PasBU-
TusA pebeHKa, a TaK)Xe MPELOCTABUTb ceMbe pebeHKa
HeoOX0AMMYI0 MHPOPMALUIO [/Is AA/IbHETIIIEro IIaHMN-
POBAHNS POXKJEHNS [leTeil C YIeTOM ITOTyIeHHBIX [JaH-
HBIX 0 3a6oneBannu. Hepeaxo npu 3aboneBaHusx, cBA-
3aHHBIX C HapylleH/eM 0OMeHa BellleCTB, CUMITOMATHKa
PasBMBAETCSI CTPEMUTEIBHO, 1 BBISBIEHHDI [UATHO3
He MOXXeT ITOB/IVSITh Ha MI3MEHEHIe Tepanuy 1 IPOrHo3
XXM3HU pebeHKa, HO 04€Hb BaXKEH IS PEPOJYKTUBHOTO
IPOTHO32a CEMBIL.

Knunuueckuin cnyyai

PebeHok oT TpeTbeit 6epemenHOCTI. Pommcs 3 pexabps
2023 r. MaTb Ha y4eTe B )KEHCKOJ KOHCYNIbTalluM He CO-
crosina. TeueHne GepeMeHHOCTU 6e3 0COOEHHOCTEIL.
Poppl TpeTbu cpouHble Ha CpoKe recrauuy 39 Heflenb.
BesBopusit mepuop 10 wacoB 30 MuHyT. Bec pebenka
pu poxpenun 2730 1, pocT 51 cm. OKpy»>KHOCTD rono-
BbI 35 cM. OKpy>XHOCTb rpyfHoit kneTku 30 cm. OneHka
1o urkase Anrap 8/9 6annos. CocTosiHye IPpU POXAEHIN
yhoBneTBOpuUTenbHOe. OTMeYanoch MOBbIIIEHNE YPOB-
HA C-peakTuBHOro 6eka go 27 mr/in. bouta HasHaueHa
aHTMOaKTepuaabHasd Tepamud. B BospacTe OBYX CYyTOK
JKU3HY OTMEYaioCh HapacTaHME UKTEPUIHOCTI KOXKHO-
TO MOKPOBA IIPU KOHTPOJIE YPOBHs OMIMPYOMHA KPOBU
BbIie HopMbl. Hadata ororepamnus.

B BospacTe Tpex CyTOK KM3HM COCTOSITHME C OTPUIIATENb-
HOJI AMHAMUKOJ 3a CYeT IUIepOUIMpyOuHeMIUY, TUIIO-
rmukeMusA o 1,7 mmone/n. CocTosiHMe pebeHKa ¢ OT-
pULIaTeIbHOM FUHAMMKOI 6 mekabps 2023 r. B 21.00.
Ilo rasam kpoBu cMewmaHHbI anupos. IlpunAro pe-
IIeHNe O MOAK/IIoYeHN) pebeHKa K almapary NCKycCT-
BEHHOJ BEHTWIALMM JIETKUX U Ja/bHENIIel TPaHCIIOp-
TUPOBKE B OTHAENEHME PEaHMMALMM ¥ MHTEHCUBHOM
Tepanuyu HoBopoxaeHHbIXx (OPVITH).

Hasnadyens! nuHdysnoHHas Tepanus B ¢pusnonornde-
CKOJ HOTPeOHOCTH € Y4eTOM IIaTOJIOTMYECKIX II0TePb,
CTapTOBas aHTMOAKTepyaabHas Tepanus (aMIMIVUUINH

6/



MHNYeCKan npakTuKa

68

cynbbakTaM + reHTaMuIuH). I[IpoBeneHa koppekuus ru-
MOIIMKeMMM. YPOBEHb caxapa B KpOBY HOPMa/IM30BaJICA.
C 7 o 11 fexabps1 BbIIONHEHA MMMYHOTepanus (rabpu-
1061H). 8 fekabpsi 3apuKCUPOBaHbI MYTbTI(OKATbHBIE
TOHMKO-KJIOHMYecKue cygoporu. Ha aMnanTynHo-uH-
TErPUPOBAHHOM 3NIeKTPOIHIIedarorpaMMe 3aperiucTpu-
poBaHa CygOpOXHasg aKTMBHOCTb. KOHCYnIbTMpOBaH
HEBPOJIOTOM, IIPOTUBOCY/IOPOXXHAs TepanusA COINaco-
BaHa. Ha (oHe HeKyNMpPYOLUIMXCS CYROpOr Ha3HAYMIN
TUTpOBaHMe MuAoKayHa. OTMe4yanoch HapacTaHMe He-
BPOJIOTMYECKON CUMIITOMATUKM, KOMa 1-1i cTenieHu.

C 8 nexabps mpoBefieHa poTanysl aHTMOAKTepuaIbHOI
Tepanmuu (CTapToBas Tepamus OTMEHEHa, Ha3sHa4eHBI
MepOHeM + BaHKOMUILIMH B BO3PACTHOIT J03e) ¥ HasHa-
YeHa IPOTUBOBYPYCHAsA Tepanys (AVIKJIOBUP) € y4eTOM
YXVAIIeHNs COCTOSIHNUA peGeHKa B BUJE CYLOPO>KHOIO
CUHOpoMa (Heb3s UCKTIOUUTD HellpouHQeKINIo), He-
CTaOUIbHOCTY TEMOJHAMMKM, YBEMYECHNS e/ KO-
to3a. Hab/roganucey 9meKTpoIuTHbIe HapyLIeHNs, Hapy-
IIeHMsI KUCTIOTHO-1eToYHoro 6amaunca. IlpoBogumace
KOppeKIsA MHPY3UOHHOI TepaIui.

TeMomyHaMyKa HecTabMIbHA, HOAJEPXKIBAETCA Ba30akK-
TUBHBIMY IIperapaTaMiu.

Heitpoconorpadus: npusHaky gu¢QysHOro mosbiiie-
HIA 9XOT€HHOCTM NApeHXMMBI TO/IOBHOTO Mo3sra. Hapy-
IIleH)e MO3TOBOTO KPOBOTOKA I10 TUITY TUIIepIepdysui.
YnbTpasByKoBO€ MCCIENOBAHME: IPU3HAKY CIENOBOTO
KO/INYeCTBA BBIIIOTA B OPIOLIHOI MOMOCTH, 0OeIHEHNS
IIOYEYHOTO0 KPOBOTOKA. DHTEpa/bHOE NIUTAHME HE II0-
JIy4as O CTaOMIM3aluy COCTOSHMA. YUUThIBas TUIIep-
aMMOHMEMMIO, TI0C/Ie Te/IeMeAVIIIMHCKO KOHCY/IbTaIVIN
(TMK) B HaumoHa/mbHOM MEGULIMHCKOM UCCIEL0BATENb-
cxoMm neHTpe (HMUI]) akymiepcTBa, r’MHEKOIOTUY U Tie-
puHartonorny uM. akafgemuka B.J. Kynakosa 8 mexabpst
B CXeMy Tepalmu BBenu OeHsoar Harpua 15% BHyTpu-
BEHHO B CTapToBOJ o3¢ 200 MI/KI/CYT C yBenMYeHNEM
IO TIOKa3aHUAM.

9 mexabps oTMmedvanoch passutue IBC-cunapoma: mo-
BBIIIIEHHAs1 KPOBOTOYMBOCTD 113 MECT MHBEKIINIA, 10 JKe-
TyBOYHOMY 30HAY ITATOIOTMYECKOE OTZe/IAeMOe II0 TUITY
«KO(eITHOI IyIN», CTYN C IPUMeChI0 KPOBY, MO JaH-
HBIM KOaryJorpaMMbl — IuIokoarynAanuAa. IIposenena
TpaHcy3us CBeXXe3aMOPO>KEHHOI! IIa3Mbl, TeMOppa-
rndecknit cuHApoM KynuposaH. C 10 mo 11 gexabps
OTMEYa/IoCh YBeINYeHNe YPOBHS aMMIaKa B KPOBMU JIO
527 MKMOJIB/ 11, 03y 6eH30aTa HaTpMs MOIIAroBO YBeN-
yuay 5o 400 MI/KI/CyT BHYTPUBEHHO, JOTALMIO )KMPOB
B IIApeHTEPaIbHOM NUTaHUM npuoctanosmnu. K repa-
vy fo6aBum neBoKapHUTUH 200 MI/KT/CyT BHYTpH-
BEHHO. B iyHaMuKe ypoBeHb aMMMaKa CO CHIDKEHVEM IO
139 mMxmonb/n. VI3-3a cOXpaHABIIETOCA MOBBIIIEHHOTO
YPOBHs aMMMaKa KpOBU [j03y OeH30aTa HATPpMsl yBeIu-
yyy o 500 Mr/Kr/cyT.

K 11 mexabpst reMofgMHAMMUYECKIE TTOKA3ATENN CTAOM-
JIM3VMPOBAINCH, KApAMOTOHNYECKAsA Tepamysa OTMeHe-
Ha. B HeBponornmyeckoM craryce oTpuuaTeNbHasA Ou-
HaMIKa — YTHETE€HME CO3HAHMs O KOMBI 3-Ji CTENEHN.
Cynmopor xnuHN4ecKu HeT. Ha ocMoTp He pearupyer.
Apednekcrs, aToHyA. 3pauky IVPOKIe, Ha CBET He pe-
arupyIoT.

PesynbTaThl IepBUYHOrO 0OCIEHOBAHNA Ha HAC/IENCT-

BeHHble 6ome3un BemtectB (HBO) ot 7 mexkabps — ort-

puniatenbHo. IIpuHATO pelleHMe HavyaThb 3HTEpaNbHOE

nuTaHue B TpoduieckoM 06beMe, BO30OOHOBUTH [OTa-

1110 6€/IKOB U XXMPOB IOJ, KOHTPOJIEM YPOBHS aMMUaKa

KPOBIL.

12 pexabps nposenena TMK B HMII] akyuiepcrBa, ru-

HEeKOJIOTMM U IIepMHaTONIoruy UM. akafeMuka B.J. Kymna-

KOBa. PekoMeH/IOBaHbI aHAIN3 CIIEKTpa OpPraHNYeCcKUX

KIC/IOT B MOYe, MOJIEKY/IIPHO-T€HETUIeCKOe MCC/Ief0Ba-

Hue, ma"enb HBO.

Ha ¢one mpoBopmuMOro nedeHns cOCTOsSHIE OCTAaBaIOCh

o4eHb TsKenbIM. HeBpomornmuecknit ctaTyc ImpexHMit:

xoMa 3-71 creneHu. Ko>kHble MOKPOBBI MKTEpPUYHbIE,

10 JAaHHBIM OMOXMMMYECKOrO aHaaM3a KPOBU — THUIIEp-

O6VMpyOMHeMNA 3a CYeT NPAMOIT PpaKIVIL.

I[Tony4ens! faHHbIe U3 TaOOPATOPUM CENEKTUBHOTO CKPU-

HuHra (rasoBast xpomarorpadus o6pasioB Moun) Menu-

KO-TeHeTH4ecKoro Hay4Horo mexHTtpa (MI'HII) uM. axa-

nemuka H.IT. boukoBa: 3HaYMTEIbHOE MOBBIIIEHNE PALA

MeTabOo/IITOB, OpPraHMYecKyle allYIypUI — JaHHbIE MOIJIN

HOCUTb BTOPMYHBIl XapakTep WM ObITb 006yC/IOBIEHbI

PsIOM HacIenCTBEHHBIX 3a00meBaHmil (MUTOXOHAPHUATID-

Hasl TATO/IOTYSI, HACTIENCTBEHHBIE O0/IE3HN C IOPaKEeHNEM

neyeHu u T.1.). TaHmeMHas macc-criektpometpust (TMC)

n JHK-auarHocTrika KpoBu B paborTe.

OcmMmoTp HeBporora: LepebpanbHas MLeMus 3-ii cTele-

Hu. Koma 3-11 crenenn.

B nmane o6cnenoBanus pexomeHgosana MPT romosHo-

ro mosra B ycnosusax OPVITH MockoBcKoro o6/1acTHOro

IlepMHaTa/IbHOTO LIEHTpa.

MPT or 28 fexabpsi: OTeK TOTOBHOTO MO3Ta C BK/IHEHN -

eM Ha YpOBHe KpaHuoBepTebpanbHOro mepexona. Bay-

TPIDKETTYLOYKOBOE KpoBousnusinue 3-it cremenu. Cy6-

apaxnoupganbHoe kposousmsaame (CAK) (pucyHok).

28 nexabps criermanmuctsl MIHIT um. akagemuxka H.IT. Bou-

koBa Hanpasum B OPVTH-2 BugHoBckoro nepuHaraib-

Horo 1eHTpa 3akmodenne TMC (criekTp anyIKapHUTIHOB,

AMMHOKYICIIOT): TIOBBILIEHNE KOHI[EHTPallly alleTU/IKap-

HuryHa (C2), uso-/6ytupwikapantyHa (C4) 1 rekcaHOWI-

kapHuTuHa (C6). [laHHBIe M3MEHEeHMs MOTYT HaOMIofaThCs

IIpM MHOYKeCTBEHHOI! HelocTatouHocTy aumn-KoA gerup-

porenas. IIposogurcsa [JHK-nmnarsocTuka.

BbIABI/IeHa TATONIOTHA — ITTyTApOBas aUAYpuA 2-Io THIIA.

C y4eTOM aHaMHeCTUYECKIX, KTMHNYECKIX, MHCTPYMeH-

TaJIbHBIX JAaHHBIX 29 feKabps MpoBeeHa BpaueOHas KO-

MICCHSA O TIPUCBOEHMM Ta/UIMATUBHOTO cTaTyca. B Bos-

pacTe 52 CyTOK >KM3HM HACTYNN/Ia CMEPTb IIPU ABICHMAX

HapacTAIEro 0TeKa roJIOBHOTO Mo3Ta. Poxgyreny oTka-

3aJIMCDh OT BCKPBITVA I10 PENNIVO3HBIM IIPMYMHAM.

JMarHo3 KIMHNYeCKuit:

1) ocaosHoI: P91.0 — umemusa mosra 3-1 cremnenn. Iu-
MOKCMYeCKN-TeMopparndeckoe IMopa>keHne roaoB-
Horo Mo3ra. OTek roJIOBHOTO MO3ra ¢ BKIMHEHNEM
Ha ypOBHe KpaHuoBepTebpanpHoro nepexona. CAK;

2) ocnoxxuenus: P91.5 — HeoHaTa/ibHast KOMa 3-11 CTEIIeH;

v P90 — cymoporu HOBOPOX/IEHHOTO B aHAMHESE;

v P52.2 - BHyTpmxenyfoukoBoe (HeTpaBMaTH4ecKoe)
KPOBOM3/INAHME 3-J1 CTEIEHM Y IUIOfa ¥ HOBOPOXK-
TEeHHOTO;
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KNMHKUeCKaa npakT

MPT om 28 dexabps 2023 2.: omeK 207106H020 M0324 € 6KTUHEHUEM HA YPOBHE KPAHUOEePMeOPanvHo20 nepexood.
Buympuscenydouxosoe kposousnusuue 3-ii cmenenu. CybapaxnoudanvHoe KposousnusHue

v P28.5 — ppIxaTenbHas HENOCTATOYHOCTb Y HOBOPOX-
JIeHHOTO 3-J1 CTerneHu;

v P29.8 — #pyrue cepmeyHO-COCYHMUCTble HapylIEeHNA,
BO3HUKIINE B IepMHATa/JIbHOM IIepuofe, KylyMpoBa-
HBI;

3) konkypupyromuit: E88.8 — npyrue yrouHeHHbIe Ha-
pyleHus o6MeHa BellecTs (TyTapoBasi alfufypus
2-TO TUIIA, TMIIEPAMMOHMEMUA );

4) commytcTByomue: P37.9 - BpoxneHHas MHQEKIMOH-
Has 60/Ie3Hb HeYyTOYHEeHHas (C IIopa>keHyeM FOJIOBHO-
TO MO3Ta, JIETKMX) B CTafUM pas3perleHus:

v P60 — nyucceMnHMpoBaHHOE BHYTPUCOCYAUCTOE CBEP-
ThIBaHME KPOBM Y IIJIOfIa ¥ HOBOPOXKJEHHOTO, KyIIN-
pOBaHO  (KpMOIPEIMIINTAT CBEXe3aMOPOXEeHHON
wra3Mel — 9 i 15 nekabps 2023 r.);

v P70.9 - mpexopsiee HapylleHMe YITIEBOFHOTO 00-
MeHa y IUIOfia U HOBOPOXXJEHHOTO HEYTOYHEHHOE.
Bpo>xieHHbIIT TUIIepUHCYINHU3M (?);

v P05.0 — ManoBecHBIl A/ IeCTallMOHHOTO BO3pacTa
II07;

Nvreparypa

v/ P61.8 - aHemusa TsDKenoll cremeHM (reMoTpaHcdy-
3us — 26 fexabps 2023 1.)

3aknyeHue

K coxanennuto, B ImpefCcTaBIeHHOM C/Iydae MpUYMHA
HaC/Ie[ICTBEHHOTO 3ab0/IeBanms OblIa BBIABIECHA, KOT/A
CTPYKTYpbI MO3Ta OBIIN MOfBEPXKEHbI TSDKEIBIM M3Me-
HEHMsIM, & COCTOsIHNE pPeGeHKa He YAa/TIOCh KOMIIEHCH -
poBatb. TeM He MeHee OIpeeIeHye IPUINH HOFOOHBIX
M3MEHEHNIT TO3BO/IM/IO YCTAHOBUTD AMATHO3 U IPOBe-
CTU B CeMbe MeIMKO-TeHEeTNYeCKOe KOHCY/IbTYPOBaHNE
IUIs1 IVTAHUPOBAHMS G6epeMEeHHOCTIL.
Kongnuxm unmepecos.
Aemopui 3aA67I510M 00 0MCYMCMBUY KOHPIUKIMA UHIMEPECOs.
Dunancuposanue.
Paboma svinonnena 6es cnorcopckoti noddepickil.
Co6ntodenue npas nayueHmos u npasun 6uodamuxu.
Pooumenu pebenka e 803paxcanu npomus nyonuxayuu
OaHHbIX U3 UCMOPUU PA3BUMUS pebeHKa
u e2o pomozpagpuu.
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Type 2 Glutaric Aciduria in a Newborn
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Glutaric aciduria type 2 (multiple acyl-CoA dehydrogenase deficiency; code according to the International
Classification of Diseases of the 10" revision — E71.3) is a rare hereditary disease characterized by impaired
metabolism of amino acids and fatty acids. The main clinical symptoms range from severe metabolic disorders

in the neonatal period to mild course in the form of muscle weakness and respiratory failure in children and adults.
The neonatal form without congenital malformations manifests itself during the first 48-72 hours of life. Presented
a clinical case of type 2 glutaric aciduria diagnosed in the conditions of the Vidnovsky Perinatal Center. Considered
the clinical picture of the disease from the first minutes of life, the course of the disease and complications.

Keywords: newborn, type 2 glutaric aciduria, cerebral edema, cerebral hemorrhage, hypoglycemia, DIC syndrome
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