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KPUTUYECKOE COUYETAHUE CIIMHAJIBHOM MBIIIEYHOM ATPO®UN
| TUITIA " CJIOKHOTI'O BPOXJIEHHOI'O ITIOPOKA CEPJLA
Y PEBEHKA IIEPBOT'O I'OJIA ’KU3HU: KIMHUYECKOE HABJIIOJJEHHUE
N AHAJIN3 TEPAIEBTUYECKUX ITIOAXO0/J10B

AHHoOTanus. B cTaThe mpeacTaBieH CIIOXKHBIN KIMHUYECKUAN Ciy4aid (paTaabHOTO TCUCHHUS
cniuHabHON MbIedHor atpoduu (CMA) 1 tuna y peGeHKa ¢ OTATOIICHHBIM TEePUHATAIBHBIM
aHaMHE30M U KOMOPOMAHOHN Kapjauosjoruueckoi marojorueid. [logpoOHO ommcaHbl 3Tanbl
VHTEHCUBHOW TEpaluM, BKIIOYAsl JCYCHUE PUCAUILUIAMOM C 5 MECALEB, KOTOPOE HE IPUBEIO K
MTOJIOKUTEIBHON IMHAMUKHN B HEBPOJIOTUYECKOM CTaTyCe

KaroueBbie cioBa: CrnuHanbHas MbeimeyHas atpodusi, CMA 1 Tuma, myTamusi B TeHe,
ayTOCOMHO-PEIIECCUBHBINA THUIT HACIEOBAHUS, PUCIUILIAM, OyIb0apHble HApYIICHUs, BPOKACHHBIN
IIOPOT CEepJIlla, HEOHATOJIOTHsl, IbIXaTeIbHAs HEJOCTATOYHOCTh, KIIMHUYECKUH CITydan

Beenenne

CrunanpHass Meimeunas arpodpus (CMA) — ogHo u3 Hambojee YacThIX MOHOTE€HHBIX
3a00J1€BaHUl C ayTOCOMHO-PEIECCUBHBIM THUIIOM HACEA0BaHUS, 00YCIOBICHHOE MyTaIlUsSIMH B T€HE
SMNL1 (5q13.2). Hacrora BcTpeuaemocTu coctapisieT 1 Ha 6000—10000 HOBOpOkaeHHBIX [9]. I Trm
CMA (6one3np Bepauura-I'odhdmana) seisiercss Haubosee Tskenoi hopmMoi, MaHU(ECTUPYIOIICH
Ha TIEPBOM TOJy XKWU3HH M 0€3 MaTOreHETHIECKOTO JICUCHUS MPUBOAIICH K JIETATbHOMY HCXOY B
BO3pacTe 70 2 JeT U3-3a JAbIXaTeIbHONH HEJOCTATOYHOCTH U OyJIbOapHBIX HAPYIICHHH.

Bpoxnennsie nopoku cepana (BIIC) BcTpeuaroTcst B MOMYJISIIIMKA € 4acTOTOM oKoJyio 1% u
penko accormupoBanbl co CMA, uTto jaenmaer uX coueTanue KasyucrtuueckuM [3]. Hamwmuume
kputnueckoro BIIC y mamuenTta ¢ daraqbHONH HEHPOMBIIIEUHON MATOJIOTHEH CO3[aeT MOPOYHBIN
KpyT: THUIOKCeMHsl Ha (oOHE MOpOKa YCyryOsseT MBIIIEYHYI0 claboCTh, a HEBO3MOXKHOCTH
3¢ (HEeKTHBHOTO KalUIsl U BEHTHISALUN JIETKHUX CIIOCOOCTBYET Pa3BUTHIO TSKEIBIX PECIUPATOPHBIX
uHEKIHI 1 areekTasupoBanuio [7]. B mocmeanue roasl maroreHeTnyeckas repanus (HyCHHEpCeH,
pUCAUILIIAM, OHACEMHOTEH a0enapBOBEK) KapJUHAILHO U3MEHUIIA MTPOTHO3 71 manueHToB co CMA
[2]. Onnako > ¢hEeKTHBHOCTh TEpaNUU B YCIOBHSX TSHKEIOW KOMOPOWIHOM MAaTOJOTHH HM3y4YeHA
HEJI0CTaTouHO [6].

Heab nanHoii padoThl — IPEICTaBUTH KIMHUYECKOE HAOIIOACHNE TAlIMeHTa C COYETAaHUEM
CMA I tuna u cnoxuoro BIIC, mpoananu3upoBaTh TUArHOCTHYECKHUNA U JIEYCOHBIN aITOPUTMEI, a
TaK)Ke 00CYIUTh (PaKTOPHI, MOBIHSBIINE HA (PaTATEHBIA HCXO/.
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Onucanue KIMHUYECKOTO CJIy4yasi

IHamuenT: Manbunk K., 2023 roga poxxaeHus.

AHaMHe3 JKM3HM M NepUHATAJIbHBbIA mepuoa. PeOeHok ot 3-it Oepemennoctu (1-s1 —
3amepinas 0epeMeHHOCTh Ha Cpoke 14 Henmemnb, 2- pobl), MPOTEKABIIICH ¢ TOKCUKO30M B | TpumecTpe
u nepeHecernoit COVID-19-undekuueli Ha cpoke 7 HeneNnb. Y MaTepu: ayTOMMMYHHBIH TUPEOUIUT,
THIIOTUPEO3, apTepHabHas TUIEPTEH3Ms B aHaMHe3e. [IpeHaTanbHblil KapHOTHIT 11013 — HopMa [5].
Ponpi I, cpounble, myTeM IIIAHOBOTO KecapeBa ceueHus (Ta30BOE MpeiekaHue) Ha Cpoke 39 Heleb.
Macca tena npu poxxaenuu 2600 r (nedunut maccsl 1-ii crernenn), aauaa 49 cm. OIeHKa 110 [IKae
Anrap kpaiine Huzkas — 3/4/4/5 6amnoB. C poxaeHus: oTMevanach TsDKeast ACTPeccusl IbIXaHus U
HEBPOJIOrHYECKasi cuMnToMaTika (aToHusi, apeduiekcusi), moTpedoBaBIas MPOBEICHUsS IEPBUIHOM
peanuManyu ¢ uHTyOaIuel Tpaxeu u nepesogom Ha BJI.

Kannnyeckas kapTtuHa u guarfoctuka. [Ipu nocrymnenun B8 OPUTH ob6pamanu Ha cebs
BHHMAaHHE CTHTMBI JUCOMOpHOreHe3a: aedopmanuu KUCTEH U CTOT, KOHTPAKTYPHI B JTy4e3arsiCTHBIX
1 JIOKTEBBIX CyCTaBaxX, aCUMMETpHUsl TpyJHON KieTku. HeBposoruueckuil craTyc: CHHIPOM
yraetenusi LTHC, oTcyTcTBHE cocaTeinbHOTO M TIJIOTATEIBHOTO pPe(dIeKCOB, B MOCICIYIOMEM —
9KBUBAJICHTHI CYA0pOT ((hacMKyIIAIMK A3bIKa, OCTAHOBKA B30pa).

B nepssie cytku xu3nu npu 9x0-KC BbisBIIeH clioxkHbIN koMmOMHUpoBaHHbd BIIC: IMIIIT
[0 THITy eAMHOro mpeacepaus (pyaument neperopoaku 2 mm), YAJIJIB (mpaBast neroynas BeHa
BIIAJAET B MPABOE IPEACEPANE), MHOKECTBEHHbIE MbllIeYHO-TpadeKkyspHble JIMIXKII, oTKpbITHIH
aprepuanbhblii mpotok (OAIT) 3 mM. B iuHaMuKe 0TMEYAIOCh PACIIMPEHHE IPABBIX OTAEIO0B CepLa
1 GOpPMHPOBAaHUE YMEPEHHOTO CTEHO3a KJIallaHa JISTOYHOH apTepHuH C TPaJUeHTOM JaBJIeHUs 10 28—
32 mMm pT. cT. Koncynwsranuss B HMULL CCX uM. bakyneBa: B 3KCTpEHHOM KapAMOXUPYPIHUYECKOM
JIEYEHUH NAllUEHT HE HYKAAJICS.

MouiekyasipHO-TeHeTHYeCKAas JUArHOCTUKA. B Bo3pacTe 3,5 Mecs1eB MoydeH pe3yabTar
aHanM3a Ha Hanu4ue 3k30HOB 7 U § rena SMN1: 3apeructpupoBana nenenus 5k30H0B 7-8 rena SMN1
B TOMO3UTOTHOM COCTOSIHUM, YTO SIBJSIETCSI IPUYMHOM NMPOKCUMAJIbHOW CHUHAJIBHOW MBIIICYHOU
arpoduu 5q (I Tuma) [1, 5].

JAuHaMuKa cOCTOSIHUSI U JieyeHHe. TeueHue 3a00JeBaHUS XapaKTEPHU30BAJIOCh IOJHOMN
3aBUCUMOCTBIO OT PECHUPATOPHON MOACPKKH. MHOTOKpaTHbIE MONBITKY NEPEBO/IA HA CIIOHTAHHOE
npixanne (NCPAP) 3akaHUMBAIUCh pa3BUTHEM aTeNIeKTa30B (BEpXHss J0JIS PABOTO, 3aTEM JIEBOTO
Jerkoro) u aecarypauued. Ha 14-e cyTKM >KHM3HM KOHCTaTUPOBAHO OTCYTCTBHE COCATENBHOTO M
riorarenbHoro peduiekcoB  (NCeBAOOYIBOAPHBIH CHHIPOM), YTO MOTPEOOBANO UIUTEIHHOTO
30H10BOoro nUTaHus [1]. PeOCHOK MEIJICHHO BOCCTaHABJIMBAJ MAacCy Telia, OTMEUaach TsDKENas
MocTaHaTaldbHasi OEIKOBO-IHEpreTHYecKas: HEelIOCTaTOYHOCTh, YTO COOTBETCTBYET COBPEMEHHBIM
MPEJCTABICHUSM O HyTPUTUBHOM MOJIZICPKKE KPUTHUECKUX HOBOPOXKICHHBIX [4, 8].

WNHpexknronnple  OClnOXKHEHHs] ObUIM  TMPEACTaBIEHbl  BEHTUJISATOP-ACCOLUUPOBAHHOM
nHeBMoHuer  (Achromobacter  denitrificans), dro  TpeOoBalo  MHOTOKPAaTHOW  CMEHBI
aHTHOaKTepuanbHOil Tepamuu (MepoHeM, 1edornepa3on/cyap0akTam, BaHkomuimH). Ha ¢done
coxpansiromeiicas norpednoctu B UBJI B Bo3pacte 1,5 Mec. BBIMONHEHA Omepaius HalOKEHUs
TPaxeoCTOMBI.

HeBponorudeckuii cratyc mporpecCUBHO yXyIIANCS MO JaHHBIM Helipoconorpaduu u MPT
BBISIBJICHA Mporpeccupyromas arpousi BellecTBa TOJOBHOTO MO3ra, paclIUpeHHe JIHMKBOPHBIX
mpoctpanctB. Ha D3I peructpupoBanace 3aaepxkka (OPMUPOBAHHS OCHOBHOW aKTUBHOCTH,
ouarosas dMUJIenTUGOpMHas aKTUBHOCTh. O(TaabMOI0roM AMArHOCTUPOBAHA YaCTUYHAS aTpodus
3pUTENBHOTO HEPBA.

B Bo3pacte okono 5 mecsaneB Havara maroreHetmdeckas tepanus CMA mnepopalibHbIM
npemapatoM pucaumiam B go3e 0.2 mr/kr/cyt. Ha ¢done Tepanuu, mo JaHHBIM KIMHUYECKUX
HaOJIIO/IEHUH, HE OTMEYaloCh CYIIECTBEHHOH MOJOXKUTEIbHON TUHAMUKHA B HEBPOJIOTMYECKOM
cTaTyce, OHAKO COXPaHsIaCh CTAOMIHLHOCTh TEMOJAMHAMUKH U YCBOSHUE SHTEPATLHOTO muTaHus. C
KOHIIa aBryCTa MPOBOJAMIACH KOPPEKIIMS CEePISUHON HEAOCTATOYHOCTH (KamTompui, (Gypocemu,
BEPOLLITUPOH).
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TepMuHAIBLHBII MEPUO/I. COCTOSIHIE peOSHKA PE3KO YXYIIITHIOCH HA JOHE TUTIEPTEPMUH JI0
39,6 °C, pe3WCTEHTHOW K aHTHMHUPETUKaM. B KIMHMYECKOM aHaIW3€ KPOBH — HEUTPOPUIHHBINA
neiikoruto3, nosbimieHrne CPB (3 mr/m). HecMoTpst Ha HavaTyro aHTHOAKTEpHUATbHYIO TEpaIHIo,
runeprepmusi  gocturia 40,8 °C, comnpoBokmasch HapacTanueM Opaaukapauu. B 14:00
3aukcupoBana BeipakeHHast Opaaukapaus (HCC <60/mun). [IpoBenenubie B TeueHue 30 MUHYT
peaHuManoHHbele Meponpuatus 3Qdekxra He Bo3piMenu. B 14:30 koHcTaTupoBana 6uoI0ruuecKas
CMEPTb.

3aKJII0YNTEIbHBI KINHUYECKUH THATHO3.

O OcHoBHoe 3a00/1eBanue: CriHaIbHAs MbIeyHas atpodus [ Tuna 5q (romo3uroTHas
nenerust 5k30H0B 7-8 rera SMIN1).

J Ocio:xHeHHs1 OCHOBHOro 3a0oJieBaHusi: [[pixarenpHas HenmoctaTtouHocTh I cr.
ITHeBmonust (HeytouyneHHas ). IlceBmoOynbOapHbiii cuHgpoM. Kaxekcus (Tspkenas OeIKOBO-
JHEpPreTHYecKasi HeJ0CTaTOUHOCTh). HocuTenb TpaxeocToMBI.

O ConyrcrByomue 3ad6oseBanusi: Bpoxaennsiii mopok cepana: JMIII (exuroe
npejAcep/ine), YaCTUYHBIA AHOMAJIbHBIM JpEHaXX JIETOYHBIX BEH, MHOXXECTBEHHBIC MBIIICUHbIE
JIMXKII. BpoxxneHHbIe KOCTHO-MBIIIEYHBIC ehopmarini. ManoBeCHBIN K CPOKY T€CTAIIHH.

Oobcyxaenne

JlaHHBIN KIMHUYECKUHA CITydaill MPEeJCTaBIseT COOOW YHUKAJIbHOE HAOIIOJCHUE TEUYCHUS
CMA I tuna B coyeranuu ¢ remoauHamudecku 3HauuMbiM BIIC [3, 7]. PanHsis HeoHaTalbHas
MaHu(ecTaus ¢ JAbIXaTeIbHOW HEIOCTAaTOYHOCTHIO M MBILIICYHON THIOTOHHEHW XapakTepHa AJis
CMA I tuna, onnako Hanuuue ciaokHoro BIIC 3HAUUTENBHO YTSXKENSAIO COCTOSHUE U 3aTPY/IHSIIO
muddepeHIMaTbHYI0 TMarHOCTUKY NPUYHH PECIUPATOPHOTO IUCTpEcca.

BaxxHo OTMETHTH, UYTO HH3KME Oaulbl MO IIKale Amrap W paHHSS JIbIXaTellbHas
HEJI0CTaTOYHOCTh MOTJIM OBITh 00YCIIOBJICHBI KaK HEHPOMBIIIEYHOH CJIa00CThIO, TAK M TUIIOKCEMHEH
Ha (oHEe TopoKa co cOpocoM KpoBH [7]. OTCYTCTBUE COCATENBLHOIO U IIIOTATEIBHOTO PEQIICKCOB C
MEPBBIX HENENb KU3HMU sBisieTcss TUNUYHBIM 11 CMA | Tuma m TpeOyeT paHHEro Havaia
HYTPUTUBHOW TMOMJIEPKKH ISl TPEJOTBpAIICHUS TPO(OIOTHUECKOH HEIOCTAaTOYHOCTH, KOTOpAs
yCyryOIsieT ¢i1aboCcTh AbIXaTeIbHOM MyCKyIaTypsl [8].

Hauano mnartoreHeTmyeckod Tepanuu pUCAUIUIAMOM B BO3pacTe S5 MecCslUEB, XOTS U
COOTBETCTBYET MHPOBBIM CTaHIApTaM [UIsi CHUMITOMATHYECKUX IAIMEHTOB [6], cOCTOsIIOCH
OTHOCHUTENLHO MO31HO. MccnenoBanusl MOKa3bIBAIOT, YTO MaKCUMabHast () ()EKTHBHOCTL Tepanuu
CMA nocturaercs npu ee cTapTe B IPECUMITOMAaTHYECKOM MEPHO/JIE WIH B TIEPBbIE HEACTHU KU3HU
[10]. B manHOM ciyuyae, y4UTBIBasl TSKECTh KOMOPOMIHOTO ()OHA, Jake CBOCBPEMEHHO HauaTasl
Tepanus pucaUIIaMoM (mo3BonuBIas, mo jaaHHbiM uccienoBanuii FIREFISH, moctuus 81%
BBDKHBAEMOCTH 0€3 TOCTOSHHOMW BEHTWISAIMKM K 5 romam) [2, 6] He cMmoria MperoTBpaTHTh
(haTampHBII UCXOJ.

JleTanbHBIA WCXOJ pa3BWicid Ha (GoHEe WHGEKIIMOHHOTO SMHU30/a, COMPOBOMKIAABIIECTOCS
runeprepmueit. s mamumentoB co CMA xapakTepHa TepMOJAaOMIBHOCTh, a TMPUCOCTMHEHUE
MH(MEKINH IPUBOIUT K OBICTPON JEKOMIICHCAIIUU ABIXaTeNbHOM MYCKyNaTypbl. B maHHOM ciiydae
JeKOMIIeHcalus Obljla MOJIHUEHOCHOM M PE3UCTEHTHOM K Tepaluu, 4TO, BEPOSITHO, CBA3aHO C
HCXOJHO HHU3KUMHU (YHKIIMOHAJIBHBIMU pe3epBaMu  (KapIuaJbHBIMH W PECIIUPATOPHBIMH).
NHpexknronHplii mpolecc, BO3MOXKHO, CHPOBOLMPOBAI HE TOJBKO JBIXaTEIbHYIO, HO U OCTPYIO
CEepACYHO-COCYTUCTYIO HEIOCTATOYHOCTh Ha oHe umetorierocs BIIC [3, 7].

3akiao4eHue

[IpencraBneHHOe KIMHUYECKOE HAOJIO/IEHUE JIEMOHCTPUPYET KpalHe TsKEeNoe TedeHHe
COUYETAaHHOW MATOJIOTUM — CIUHAIBHON MbIMIeYHON arpoduu | THUMA U CIOKHOTO BPOKICHHOTO
nopoka cepaua. Tangem »THX 3a00i€BaHH C MEPBBIX MUHYT SKU3HM MpPHUBEN K Pa3BUTHUIO
MOJIMOPTaHHOW ~ HEIOCTATOYHOCTH, MOTPEOOBaN CIOXKHOW pPECIUPATOPHOH H HYTPUTHUBHOM
MOAJIEPKKH M, HECMOTPs HAa IPUMEHEHUE COBPEMEHHON NMAaTOT€HETHUYECKOW TEepaIuy, 3aKOHYMICS
JIETaFHBIM MCXOJIOM IIPH MHTEPKYppeHTHOU nH(peKuu. JlaHHbIi ciiydail Mo 4epKUBAET BaXXHOCTh
MYJIBTHAUCIMIUIMHAPHOTO MoAX0aa (HEOHATOJIOT, HEBPOJIOT, KapauoJIoT, pPEaHHMMATOJIOT) |
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HEOOXOUMOCTh JajbHEHIIero u3y4eHus: >(PQGEeKTUBHOCTH MaToreHetudeckoil tepanuu CMA y
MAIMEHTOB C TSHKEJIBIMU KOMOPOUIHBIME COCTOSTHUSIMH [6, 10]. Panuss (;keaaTeapHO HeOHATATbHAS)
muarHoctuka CMA ¢ moMompio mporpaMM paciIipeHHOr0 HEOHATAIbHOTO CKPUHHUHTA MOTJa Obl
MO3BOJINTH HAYATh TEPAITHIO HA JOCUMITOMATHYCCKON CTaIUK [5], OTHAKO M B 3TOM ClIyyac HATUUUEC
kputudeckoro BIIC ocraercst cepbe3HbIM (PaKTOPOM, YXYALIAIONIMM POrHo3 [3].
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