PA3JIEJI: 3npaBooxpaHeHHE U MEIULIMHA
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KJIMHUYECKOE HABJIIOJEHUE TJIYTAPOBOM AIIUIYPHUH I THUIIA
Y HOBOPOXIEHHOI'O PEBEHKA

AnHoTanus: B crarbe npeacraBieH KIMHUYECKUN ciydaid rirytapoBoi auuaypuu 11 tuna y
JIOHOIIIEHHOTO HOBOPOXICHHOTO Majlb4HMKa C paHHeH MaHudecTamueidl B BHUIE METa0OJIMYECKOTrO
Kpu3a alua03a, MOJIHOPTraHHBIX TUCHYHKIUN Ha (QoHE peanus3ali BpOXKACHHONW uHpekiuu. B
JTAHHOM KIIMHUYECKOM HaOJtoleHnn y pebeHka Ha (OoHE MPOBOJMMOIO 3THOMATOTEHETHYECKOTO
JICYCHHUS OTMEYACTCS CTaOMIM3aLKs OOIIEro COCTOSHUS.

KiroueBble cj10Ba: HOBOPOXKIEHHBIN, HACJICICTBEHHBIC 3a00J€BaHUs, TIIyTapoBas
anuaypwus ii TUIA, MHOXKECTBEHHAsI HEIOCTATOUYHOCTh alni-KoA-aeruaporenas >kupHbIX KUCIIOT.

CnucoK COKpaIlleHUM:

I'A- rnmytapoBas anutypust

NBJI- nckyccrBeHHas BEHTUIISALINS JIETKUX

OPUT- oTneneHuu peaHUMAaIMi U MHTEHCUBHOW Teparuu
VY 3H1- ynpTpa3ByKOBOE UCCIIEI0OBAaHUE

BXK- BHyTpHKeTyJOYKOBOE KPOBOUBIIUSHHE

OPBU- octpast peciupatopHasi BUpycHasi HH(eKIus
[INT- nanata MHTEHCUBHOM TepaIrnu

KOC- KuCII0THO-OCHOBHOE COCTOSIHHE

I[THC- uentpanbHasi HepBHas cCUCTEMaA

I'mytapoBass ammmypust Il  Tuma (MHOXKECTBEHHass HEIOCTATOYHOCTh  ammii-KoA-
neruaporenassl, ['A  II; MKB-10: E71.3) — penkoe HacieaCTBEHHOE —3a0o0JieBaHHE,
XapaKkTepu3yloleecss HapylleHHeM OOMeHa aMHUHOKHCIIOT M YKHPHBIX KHCIOT [1], oTHOcHTCS K
rpynne 3abonesanmit FAOD (Fatty acid oxidation disorders). FAOD- rpynma MOHOT€HHBIX
3a00JIeBaHUN, CBSI3aHHBIX C HapyUIEHHEM MUTOXOHJPHAIBLHOTO [-OKHUCICHHS W TpaHCIOpTa
KapHUTUHA U KUPHBIX KUCTIOT B MUTOXOHJIPHSIX.

Jlns Bcex FAOD xapakTtepHO HapylleHUE IMPOIyKIMH 3HEPruu. boie3Hp pa3BUBaeTCs NpuU
HEIOCTaTKe  CHEIU(PHUUECKUX  MUTOXOHAPHAIBHBIX  (EPMEHTOB:  3JIEKTPOH-TIEPEHOCSIIETO
¢naBonporenna (ETF) u ETF-gerunporenassr (ETF-QO). [ledunut moboro u3 3tux GpepmMeHTOB
MPUBOJUT K HAKOIUICHWIO B OMOJNOTUYECKUX >KHIKOCTSIX M TKAHAX TOKCHUYHBIX METaOOJIUTOB, B
JTAHHOM CJTydae TJIyTapoBOH KHCIOTHI, OOYCJIOBIMBAIOUINX MOBPEXKJIEHHWE BHYTPEHHHUX OpPTaHOB.
OCHOBHbBIE KJIMHUYECKHUE CHUMIITOMBI BAapBUPYIOT OT TSDKENBIX METAa0OIMYECKUX HApYIICHUH B
HEOHATaJbHOM TMEpPHUOJE 1O JIETKOro Te4YeHUs y Jnaered u B3pociblX.  Pa3BuBarorcs wiu
YCUJIMBAIOTCA KIMHHYECKHE CUMITOMBI Ha ()OHE KaTabONMYECKHX COCTOSHUM, Hampumep, Npu
MHTEPKYPPEHTHBIX MHGEKUMUsIX wiu rojonanuu. Haumbonee yacTo 3aTparuBaioTCs OpraHbl, JUIs
KOTOpBIX JKUPHBIE KHUCJIOTHI CIIy’)KaT OCHOBHBIM HCTOYHMKOM OJHEPIMM, TaKHE KakK CEpAle U
CKeJIETHBIC MBI, Beiaensior panHioro (HeoHatanbHyio) I'A 1l u GpopMmy ¢ HMO3IHHM HaYaIOM.
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IlepBas, B CBOIO Ou€pE]lb, MOKET CONPOBOXKAATHCS HAJUUYUEM BPOKIEHHBIX MOPOKOB Pa3BUTHSA.
Kpome Toro, paznuuaroT pubodraBuH-pe3NCTEHTHYIO U pHOO(}DIaBHH-UyBCTBUTEIBHYIO (DOPMBI.

HeonataneHast ¢opma ¢ BpPOKICHHBIMU IOpOKaMHM MaHU(ECTHpyeT B mepBble 24 uaca
AKHU3HU MiajeHna. OHa CONMpPOBOXKIACTCA TAXKEJIbIM METAO00JIMYECKUM alluA030M, TUIOITIUKEMHEH,
TUIIOTOHMENW MBIIIL, YBEJIWYEHUEM I€YEHU M I0oYeK. Ee OTIMYMTENbHBIMU YEepTaMu SBISIOTCS
BPOXKJICHHbIE IIOPOKM pPa3BUTHS BHYTPEHHUX OpIaHOB, JIMLEBbIE AaHOMAJIWU, a TakKkKe
cnenn(pUIecKuii 3amax «IOTHBIX HOT».

HeonataneHast (opma 0e3 CONMyTCTBYIOIIMX BPOXKAEHHBIX IOPOKOB MpPOSBIIET cels B
Te€4eHHUE INepBbIX 48—72 4yacoB JKU3HU, UMEET AHAJOTUYHYIO KIMHUYECKYIO KapTHUHY, YTO U IPU
nepBoil (hopme, a Takke MopaxkeHue cepAuna U nedeHu. OJHAKO HET NOPOKOB PA3BUTHUS JIPYIHX
opraHoB M JuieBbIx aHoManuid. [lo3nuss popma MokeT HeGIOTHPOBATH Kak B JIETCTBE, TaK U BO
B3pOCJIOM BoO3pacTe. TedeHue OOJE€3HM HOCUT BOJIHOOOpa3HbI Xapakrep. Bo3MOXHBI ocTpble
MIPUCTYTIBI, KOTOPBbIE COMPOBOXKIAIOTCS PBOTOM, THIIOTIMKEMHEH, META0OIMYECKHM allUI030M,
HOpaK€HUEM II€YEeHU, M XPOHHUYECKOE TEe4YeHHe, Korja HaOIoAaercss MbllleyHas ciaadocTs,
YTOMJISIEMOCTB, OOJIb B MBIIIIIAX, CHIYKEHUE TOJICPAHTHOCTH K (u3H4YecKoil Harpy3ke.[1]

3amaueil uccienoBaHUS  SIBISIETCA  JAEMOHCTpAlds PEIKOro  KIMHMYECKOro —cliiydas
HeoHaTanbHOU popmbl 'A Il Tuna ¢ panHeit manugectauueit 3a6o01eBanus Ha (OHE BPOKAECHHOTO
MH(EKIMOHHOTO MPOLIECcCa 3aBEPIIMBILINMCS JOCTUKEHUEM PEMHUCCHH.

Marepuan u METO/IbI

Ha 6a3e bY3 BO «bopucorneockoit Pb» u bY3 BO «BOJIKB Nel» (Boponex) oxa3biBanu
[IOMOIIlb HOBOPO’KJICHHOMY MaJIbuMKy C TiyTapoBoi armnypueit Il tuma. PeGenky mpoBoawin
KJIIMHUYECKHE U MHCTPYMEHTaJIbHbIE 00CIEeI0BaHuUs, a TAK)KEe KOMIUIEKCHOE JIEYEHUE B OTICJICHUU
peanuManuu ¥ uHTeHcUBHOW Tepamuu (OPUT) u B oTAeneHHMH MaTOIOTMM HOBOPOXKICHHBIX U
HenoHomeHHbIX (OITHuH Ne3).

Knuanyeckoe HaOmoieHe:

OcHoBHo# nuarno3: 1. I'mytaposast aummypus |l tun (E71.3). 2.IlepunatanbHoe TOKCHKO-
MeTaboIMYecKoe, THIOKCHYECKH - ullleMudeckoe, remopparuyeckoe (BXKK 1 crenenu ¢ 2 ctopon)
nopaxenue [IHC, Tsxenoe, cUHIpOM [BHUraTelbHbIX HapyuieHuil (terpamapes). [ducdarus.
Hapymenne kopkoBbeix (yHkiuil. Kuctoznas suuedanomansaius (mo nanasiM MPT romoBHoro
mosra) (P91.0).

OcnoxHeHuss OcHOBHOro: CHHIPOM TOJIMOPraHHOM HEAOCTAaTOYHOCTH  (IOYeqHas,
neueHouHasl, nprxarensHas). Mudapkr neuenn (K75.3).

ComnyTcTBytomuii auarto3: PetuHanbHble kpoBousnusHua. AHruonatus cetdatku (H35.8).
Bpoxnennas nndexnuonHas 0osie3Hb HeyTouHeHHas (mHeBMOHUS) (P37.9). Kanmunypus (P37.5).
Otkpeitoe oBanbHOe okHO. HKO (P29.8). TpausutopHas runepaMMOHHMEMHS, THUIOTJIMKEMUS,
runepkanuemMus (Kynuposasbl). COCTOSIHHE MTOCIIE UIIEMUYECKOT0 HH(AapKTa NEUYEHH.

AHaMHe3:

[Manment H, 2.5 mecsna. Pebenok ot 5 OepemenHoctu (1-4poxasi, 4 pebeHOK ymep B
BO3pacTe 2 CyTOK), mpoTekaiueil Ha pone OPBU (puHuT) BO 2 MOJIOBUHE, aHEMUH, F€CTAIHOHHOTO
caxapHoro mauaOeta. Pomer B cpoke 39 Hemens 5 mHeW myTeMm KecapeBa cedeHwus. J[aHHBIX 00
OKOJIOIUIO/IHBIX BOJ[aX HET, 0OBUTHUS MyHOBUHBI HET. Macca nipu poxxaenun 3060r, mirHa tena 52
cM, OKpY>KHOCTh TojoBbI 30 cm. Omenka mo mkaie Amrap 8/10 GamnoB. PeanmmarmoHHBIE
MEPOIPHUATHS B POJWIBHOM 3ajleé HE NMPOBOAWINCH. M3 pOoAMIBHOrO 3ama MepeBefcH B AETCKOE
otnenenue. Yepe3 24 yaca cocTrosiHHE pPeOCHKA YXYAMUIOCH 3a CYET IMOSBICHUS CHUMITOMOB
JIBIXaTEIbHOM M CepIeYHO HeJ0OCTaTOYHOCTH, PeOCHOK MepeBe/ieH B peaHUuMAIlMOHHOE OTACIICHHE.
Craryc nepen nepeBogoM B [TUT: obmee cocrosiane ctadbminpHO Tskenoe. YCC=80 B mun, YJI/[=
50 B mun, Sa02=50%. B peaHMMallMOHHOM OT/AEJICHUU NMPOM3BEACHA MHTYOALUs Tpaxew, HadaTa
pectiupatopHas Tepanusi- WBJI. [lpoBommnace wuHOY3Hs KapAMOTOHHKOB, Ba30IMPECCOPOB,
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celaTUBHas, aHTHOaKTepuanbHas Tepanus. Ha ¢oHe mpoBoAMMOro jgeueHust COCTOSIHUE peOeHKa ¢
OTPUIIATETILHOM JWHAMHKOW 3a CYET MPOTrPECCHUPOBAHMS METAOOIMYECKUX  HApYIICHHH,
IIOJINOPTraHHON HeJ0CTaTOUYHOCTH. B Bo3pacte 1 cyTok 22 yacoB KU3HHU JUIsl AAJBHEHIIETO JICYEHUS
u obcnenoBanus pedeHok TpancnoptupoBad B bY3 BO «BOJIKBNe 1» OPUT.

IIpu nocrymienun B peanumanuonHoe oraenenue BOJKBNel cocrosinue kpaiine Tsxkenoe.
VYposens co3nanus-koma | B coorBerctBuu co mmkainoi Full Outline of UnResponsiveness (FOUR):
7 6annoB. be3 coznanusa. Cynopor Her. 3pauku mmpokue, D=S, ¢ortopeakuus Bsunas. PoroBuunsiii
pednexc Bbi3bIBaeTcsA. KokHble MOKPOBBI OJIEHO- pPO30BBIC, UWCTHIE, 3JIaCTUUHbIC. Buanumele
CJIM3UCTBIE pO30BbIe, BiaxHbie. [IpoBoaurcss MBJI. AycKynbTaTHBHO HbIXaHHE OCTaOJICHHOE C
JIByX CTOpPOH, BBICIYIIMBAIOTCS MPOBOJHBIC XpHIIbI. ['eMoanHaMuKa cTaOuin3upoBaiach Ha GoHe
KapAuoTOHMYECKOH Tepanuu (anpeHanud 0.4mkr/kr/muH). Cumnrom «6ienHoro nsatHay 10 cexyn,
AJl 68/45 mm.pt.ct. YCC= 78 ynapoB B MuHYTY. JKUBOT HE B3AyT, MiATKui. [leueHp BhICTymaeT Ha
+3 cM u3 mox Kpas peOepHOM Ayru, ceje3eHKa He Majblupyercs. MOYMTCS aleKBaTHO IO
MOUYEBOMY KaTeTepy, MOua CBETJIas.

B KIMHHYECKOM aHalu3e KpOBM OoTMedascs JeiikonuTos (22,9-10%m), mononuros (21,4 %),
noseiienne CPb (9.8 wmr/m). B o0mieM aHamu3e MOYHM TJIFOKO3YpHS, MPOTECHHYpHs. B
OMOXMMHYECKOM aHalu3€ KPOBH IMOBBIIICHHE YPOBHS TpaHCaMHHA3, MOYEBHUHBI, KpEaTHHHHA,
K®K, runepkanuemus. YpoBeHb amMMuaka kpoBu 266umo/l, pesko mosbimen. Koarymorpamma -
ymmnaenne BpemeHn AUTB. KOC: kommneHcHupoBaHHBIN METa0OIUYECKUN allu/103, TUIOTITMKEMHSI
(2.1mmonw/m), Tunepnaktaremust (7.7MMonb/n). Ha peHTreHorpamme OpraHoB IpYAHOM KJIETKU
HeJb3s UCKIIOYUTh HA4Yajlo MHEBMOHUH, BEPOSITHO HAJIMYME MUHUMAIBHOIO KOJIMYECTBA BHIIIOTA B
MPaBoil MJIEBPAIbHOM MTOJOCTH.

[To nanHbIM HeipocoHorpaduu Y3 npu3HaKU UIIEMHYECKU-TEMOPPArHiecKoro MopakxeHUs
rosioBHoro mo3ra, BXXK | ¢ nByx cropoH, aunartanuu cisternamagna.

[Ipy ynbTPa3ByKOBOM HCCIEOBAHUM OPTraHOB OPIOIIHON MOJOCTH M 3a0pIOUIMHHOTO
MPOCTPAHCTBA BBIABICHBI AU (y3HBIE U3MEHEHUs TEUEHH, CEJE3CHKH, TeNaTOCIUICHOMErasus,
JUIIaTalus Me4eHOYHBIX BeH, adpoOuHus, 1udy3HbIe H3MEHEHNS MapEeHXUMBbI [T0YEK, YBETHUCHHE
HAJOYEYHUKOB, aCIIUT.

OKI': Cunycossiii putM. D0C OTKJIIOHEHa PE3KO BOpPaBO. YCHUJIEHUE aKTUBHOCTH MPaBbIX
Kamep. M3meHeHue neproja penosipu3auy.

OXO-kapauorpadusi: OTKphITOe OBaJIbHOE OKHO. JMiaTanus TpaBbIX IOJIOCTEH Cepala.
OcTainbHble TapaMeTpbl COKPATUMOCTH B HOPME.

OcmoTp oranmpmomora: peTuHANbHbBIE, CYOKOHBIOKTUBAIBHBIE KPOBOU3IUSHUS.

OcmMmotp HeBpoutora: Llepedpanbnas umemus |l crenenu, BXXK | nerpaBmaruueckoe ¢ nByx
CTOPOH, CHHIPOM yTHETEHHUSI.

NmmyHOGEpMEHTHBII aHaIM3 HA aHTUTENa K [uToMeranoBupycy: IgM(-) oTpunatenbHeIi,
IgG(+) monoxwurenbHbIH K- 3,6. AHTuTena k Tokcoriasme IgM(-), orpumarensubiid, 1gG(+)
nonoxkutenbHbId 150 ME/Mn. Bupyconoruueckoe nccienoBanue kposu (I1L[P): nutomeranoBupyc
KaueCTBEHHO-OTPUIIATENbHBIN, OnmTeidH-bapp BUpyC KauyeCTBEHHO-OTPUIATENBbHBIN, BHPYC
reprieca 6 TUIa KAY€CTBEHHO OTPULIATEIbHBIN.

ITo mkane SOFA, aganTUpoBaHHOW K TMEpPUOy HOBOPOXKIEHHOCTH, COOTBETCTBYyeT 11
Oasam, TO €CTh JOCTOBEPHOE HAJIMUYHUE MHOKECTBEHHBIX OPTaHHBIX AUCQYHKIIHM.

ITposogumoe neucaue: UBJI B pexxume SIMV. ITapamerpsr: f 50; Pip 26; Peep 6; Ti 0,4,
FiO2 0,4. Tlponomkena aHTuOaKTepuanbHas Tepanus (AMIUIUUIMH, HeTHIMUIIMH B BO3PaCTHBIX
N03UpOBKax). YacTUyHOE MapeHTepalibHOe MHUTaHWE, PAacTBOpPAMU TIIOKO3bl, amuHOBeHa 10%,
CMO®mumuna 20%, kamus xiaopuna 4%, Maraus cyinbdara 0.25%, BuTanunmga, KaabIus
rimokoHara 10%. OHrepallbHOE NHMTaHUE aAAANTHPOBAHHOM MOJOYHOM cMecblo Hytpunak-1 ¢
MIOCTETIEHHBIM YyBelu4YeHHeM oObema. Baszompeccopnas tepanus agpenHanud 0.1%. CenatuBHas
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tepanus: munazonam 0.5%, smzenam 0.1%. Merabonndeckas Tepanus: acKOpOMHOBasi KHCJIOTa,
ButamuHbl B6, B12. Tepanus runepammonuemuu: Oenzoar HaTtpus. ['emapun 100en/cytkm (c
nensio npodunaktuku JIBC- cuHapoMa u Ipyrux HapyIIEHUH CBEPTHIBAIOLIEH CHCTEMBI KDOBH).

Ha ¢one mnpoBomumol Tepanmuu COCTOSHHE peOCHKAa pacleHUBAJIOCh KaK CTaOWIBHO
TSDKEJIOE€ 3a CcueT JbIXaTeiabHOM HenmoctatouHoctd M yrHerenuss HHC, ¢ mnonoxxurenbHOM
JUHAMMKOM B BHUJE KyIUPOBAaHUSA CUMITOMOB IIOJIMOPTaHHOW HEIOCTATOYHOCTH, BOCCTAHOBIICHUS
ypoBHS co3HaHui. Ha 5 cyTkum peOEHOK B CO3HAaHUH, BsUl. B HEBpOJIOTMYECKOM cTaryce
omnpenensercs Auddy3Has MbllIeYHAs aTOHUS, BBIPAKEHHOE YTHETEHUE BPOKACHHBIX pediekcos, B
TOM 4YHCJIE COCATEJIbHOTO U TIJI0TOYHOro. KopmileHue ocCylecTBIsieTcs 4epe3 Ha3oracTpajbHbIN
30H1. KoxxHble nmokpoBel OieHO-po30Bble. OTekoB HeT. CIU3UCThIE YUCTBIE, PO30BbIE, BIIAXKHBIE.
YCC 154 B munyty, Al 91/45(58) Mm.pT.cT. AyCKyJIbTaTUBHO JIbIXaHHE OCIA0JICHO, pUTMHYHOE.
HMuype3 anexBaTHbli. OTMEHEHa KapAMOTOHHMYECKas Tepanusd. PecnuparopHas nOIIEpKKa B
npexHeM pexume. [IpoBoanTCS pacuIMpeHne SHTEPAIbHOTO MUTaHUsA. B OMOXMMUYECKOM aHaln3e
KpPOBM Ha IPOTSIKEHUU BCErO JICYCHMs] COXPAHACTCA IOBBIIICHHBIM YPOBEHb TpPAaHCAMUHA3,
MOuY€eBMHBI, KpeaTuHuHa, K@K, ypoBeHb aMMuaka c TeHAeHLMEN K CHIKeHuro. Hopmannsanus
nokazaresneit KOC. Hopmornukemusi.

[Iponomkena ranoBast Tepamnusi, HabJI0eHUE B TMHAMHKE, KOHTPOJb U Koppekius KOC.

B cBA3M ¢ anekBaTHBIMU MAaTTEPHAMHM COOCTBEHHOI'O JbIXaHHS, a TaK XK€ «IETKUX»
napameTpoB MBJI, Ha 9 cyTku *XHM3HM NpoM3BEAEHA IKCTyOalus Tpaxeu, NepeBoj pebeHKa Ha
CaMOCTOSITENIbHOE JIbIXaHUE.

C yderoM NOJOXHUTEIbHONH IUHAMUKHU COCTOSHUS, CTaOWJIM3alMU TeMOIMHAMUYECKUX
roKasaresei, peOeHOK Ui JalbHEWIIero JeueHus nepeseqeH B npoduibHoe otnenenne OITHuH
Ne3.

CoctosiHue TspKenoe, 3a cyet cuMmntoMoB yruerenust LIHC. B co3nanuu, Bsia. MpleyHsii
TOHYC TU((Y3HO CHUKEH BO BeexX rpynnax Mo, Cygopor HeT. 3pauku cpeaHei Beanuunsl, D=S,
peakuus Ha cBeT jocTaro4yHas. KoxHble MOKPOBBI pO30BbIE, BBISBISIIOTCS YYACTKH LIENYIICHUS Ha
TYJIOBUILIE, BEPXHUX Y HWKHUX KOHEUHOCTSAX. BUAMMBIE CIIM3UCTHIE YUCTHIE, BIAXKHbBIE, HAJIETA HET.
pixanue camocrosiTenbHOe A (EeKTUBHOE, pPUTMHYHOE ©O€3 ydacTus BCIOMOTaTeIbHOU
Myckynatypsl, YJIJ1=50/MuH. AycKyJIbTaTUBHO B JIETKUX JIbIXaHHE OCJIAa0JIEHHOE C JIByX CTOPOH,
BBICJIYIIMBAIOTCSl MPOBOJHBIE M BIaXHbIE Xpumbl. TOHBI cepAlla PUTMUYHBIE, SCHBIE.
I'emogunamuka: AJl- 67/35mm.ptr.ct., UCC- 126 B MuHyTy. JKHMBOT HE B3IyT, MSTKHIA,
0e300s1e3HeHHBIN, MepecTalbTUKa akTuBHAsA. [ledeHp BeIcTymaeT Ha 3 cM U3-TOJ Kpas pebepHoi
IYTH, CEJIe3€HKA HE MAJIbIUPYETCs. JHTEPAIbHOE IUTAHUE YCBAUBAET, COCET U3 POXKKA OUEHB BSLIO,
MOTIEPXUBAETCS, MEPUOJINYECKH CpbIrMBaeT. PeOeHok HykJaeTcs B JajbHEHIIEM JWHAMUYECKOM
HaAOJIOACHUY.

[IpoBenena pentreHorpadus opraHOB IPyIHOM KJIETKH B JuHaMuke. Ha peHTreHorpamMmmMe B
MPSMON IPOEKLHUN MHEBMATU3aLUs JIETOYHBIX IOJIEH paBHOMEpHasl. JIErOouHbI PUCYHOK CTyIEH
MEJMaJIbHO 3a CUeT MEepPHUBACKYJAPHBIX H3MEHEHUH. OyaroBo-QUIbTpaTUBHbIE W3MEHEHUS HE
BbIsIBIIeHBI. Kymonel nuadparMel 0ObIUHO pacrofiokeHbl, yeTkue. Cunychl cBoOoanbl. [lpu
PEHTTEHOJIOTUYECKOM HCCIIEIOBAaHUM OPraHOB TPYJHOW KIETKHM OTMEYAaeTCs IOJOKUTEIbHAS
JMHAMUKa B BUJI€ OTCYTCTBHS 04aroBO-MH(UIBTPATUBHBIX H3MEHEHUH.

[To manHBpIM HeWpocoHOTpaduKM COXpPaHAIOTCS Y3 MPU3HAKK HE3PEIOCTH, TUIIOKCHYECKH -
UIIEMUYECKOTO TOPaKeHHs] TOJIOBHOTO Mo3ra, Aud@dy3HbIX H3MEHEHHH TOJIOBHOIO MO3ra,
JMKBOPOAMHAMHYECKUX HAPYIIEHUH, TUIaTallui OOKOBBIX KEJIyI0YKOB.

[IpoBenena  snekTposHuedanorpapus -  smwienTu@opMHAs  aKTHUBHOCTb — HE
3aperuCcTpUpPOBaHa.

OOmwmii aHanu3 KpoBU B MpeJesiax HOPMbI, B OMOXMMHUYECKOM aHAJIM3€ KPOBU OTMEYAJICs
noBbIIeHHBIA ypoBeHh KDOK 1 menounoit hocdoTasbl.
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OOumii aHaTM3 MOYH B IIpeiesiaX HOPMBI.

[Ipu npoBeneHMM MHMKpPOOMOJOTHMYECKOTO HCCIEIOBaHHMS MOYM BBIABICHA KaHAMIYPHS,
MHUKpPOQOJIIOpEl POTOBOW TMOJOCTH oOOHapykeH  MaccuBHblid poct Klebsiella pneumoniae,
Streptococcus viridans, a Tak sxe rpu6oB poga Candida albicans.

Brimonnena xoppekuus aHTHOAKTEPUAIBHOM TEparuu: C Y4eTOM YYBCTBUTEIBHOCTH II0
pe3yiabpTataM  OaKTEpHOJIOTMYECKOI0 MOHHMTOPHMHIA Ha3zHadeH: Iedomnepa3oH  cylbOakTam
170mr*3p/c, oTMeHeH nmaHkoOanaMuH, mupuAokcuH. [IpotuBorpuOkoBas Tepanust Tudurokcan
BHyTpuBeHHO. OOpaboTka 3eBa pactBopoM Kanamma 1%, Ouomnpenapatsl, OubuIyMOAKTEPHH.
VY4uuThIBas BRIPAXCHHOE CHUKEHHUE MBIIIICYHOTO TOHYCA, YTHETCHHE (PU3HOIOTHYECKUX PeQIICKCOB,
HaJW4us IPU3HAKOB TMIIOKCUYECKUX U3MEHEHHH, HAPYILIEHUS JTUKBOPOAMHAMMKY 10 AaHHBIM Y3
TOJOBHOTO MO3ra, C LENbl0 YJIydlleHHs Helpo-merabonuueckux mpoueccoB B LHC,
SHEPTOKOPPEKIIMHU, B JieueHHe n00aBieH nutodiaaBuH 6,8 M B/B KamenbHO No7, ¢ JanpbHEHIIHM
npuMeHeHneM per 0S. Tak >xe B jeyeHune J00aBlIeH JIEBOKAPHUTHH B 03¢ 60Mr *2 pasza B CyTKH
BHYTPb IIOCTOSIHHO.

IIpy NOBTOPHOM yJIBTPa3ByKOBOM HCCIIEJOBAaHMM BHYTPEHHHMX OpraHoB B 0,7,8 cerMeHTax
MIEYEHH BBISIBICHO 00pa3oBaHUWE C HEPOBHBIMM, HEUETKUMU KOHTYpPaMH, THUIIEPIXOTE€HHOE,
HEOJIHOPOJHON CTPYKTYphI, HEMPaBUIbHOU (HOpMBI, pazMepamu Okosio 52*23*31mMm (remaToma
neuenn?). PeOeHok OBLT OCMOTpPEH HEKYPHBIM XHPYpProM, Ha MOMEHT OCMOTpa OCTPOM
xupyprudeckoit naronoruu OBII, TpeGytomieil HeoTa0kHOM onepaunu HeT. OCMOTPEH OHKOJIOTOM,
natojioruu He oOHapyxeHo. PexomenoBano MPT OBII ¢ BHyTpMBEHHBIM KOHTPACTUPOBAHUEM.

IIpu mnpoBeneHMH MarHuTHO-pe3oHaHcHOW Tomorpaduu (MPT) romoBHoro mosra
oOHapyxeHsl MP - mpuszHaku (GOpMHpPOBaHUS OYAroB KHUCTO3HOH SHIIE(ATOMATISAIMU B JTOOHBIX
JOJISIX, TEMEHHO-3aThUIOYHBIX, 3a/JIHE-BUCOYHBIX OOJACTAX; OYAaroB MEJKUX KPOBOM3IUSHHUHA B
MOJIOCTPOIl cTaguu B JOOHBIX JA0JsIX; W3MeHeHus MP curnanma kioBa, KOJeHa M BalluKa
MO30JIMCTOrO Teja, BEPOSITHEE, 32 CUET META0OIMUYECKUX, IIEKTPOIIUTHBIX U3MEHEHUI; TUIOIUIa3un
HIKHHUX OTJIEJIOB YePBS MO3KE€UKa C BUKaPHBIM PAaCHIMPEHUEM MO3KEUKOBO - MO3TOBOM LIUCTEPHBI.

HNaunsie MPT OpromHoii nonoctu: MP - mpusHaku uHGapkTa B 3aJHUX OTIENax MpaBoi
1oy neyenu (6,7,8 cerMeHTHI.)

IToBTOpHAs KOHCYIBTALMA OKYJINCTA: AHTHONATHS ceTyaTKy, yrpo3a YA3H.

[lo pesynpraTam TMEpBOro pPACIIMPEHHOIO HEOHATAIBHOTO CKPUHUHIA, BBISBIICHBI
natoreHHsle BapuaHThl B reHe ETFDH. Pacmmpennblli HeoHaTadbHBIH CKpUHHUHT ObUT HaOpaH
MMOBTOPHO, MOJTyY€H pe3yJIbTaT TaHAEMHON Macc- CIIEKTPOMETPHH.

Tab6muma 1
HccnenoBanue METOJIOM TaHJIEMHON MacC-CIIEKTPOMETPUH, MaTEpHa — KPOBb
HaszBanue Hopma 3nauenue MKM/1
Ratio (C14+C14:1+ C16:1)/CO 0-0,045 0,067
AC C5 0-1 2,123

3aKitoYeHne: 1O pe3ysibTaTaM WCCIEAOBAaHHS BBISIBICHO TMOBBIIIEHUE KOHIEHTPAIUU
nonekanowtkapautuHa (C12), mupucromnkapautuHa (C14), terpaaexkeHomnkapautuHa (C14:1),
n300yTHn-/ OytupmikapautuHa (C4) u uzoBanepmi-/2 meruinOytupuinkapautuda (C5). lanusie
U3MEHEHHMsT MOTyT HaOmoJaThCsl MpU  TIYTapoBOW auuaypuu Tun 2 (MHOXKECTBEHHOM
HemocTaTouHOCTH ai-KoA neruaporenas).

Pe3ynbraThl  JONMOJHUTEIBHOM IUAarHOCTUKM METOJOM  MAacCOBOIO  IMapajuleIbHOIo
MaHEJIFHOTO CeKBEHUPOBAHMSI.

3axmoueHue: B 6 sk30He reHa ETFDH BbisiBneH omucaHHbIM paHee Kak HaTOT€HHBIN
(HGMD_IDCMO024520)muccenc-Bapuant c. 652G>A/ p. Asp218Asn (chr4d: 158690393G>A) B
TOMO-/T€MU3UT'OTHOM COCTOSIHUH.
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[TaTorennsle BapuanThl B reHe ETFDH mpuBoaaT k pa3BUTHIO TTIyTapoBOW auuAypuu 2
TUMA (AyTOCOMHO-PEIIECCUBHBIA TUIT HACTIEOBAHUS).

Ha ocHOBaHMM coOmOCTaBIEHHUS NIOJYYEHHBIX pe3ysibraToB aHaiu3za kposu (TMC) B
nabopatopun DI'BHY «Menuko-renetnuecknii Hay4dHbld 1eHTp» (MoOCKBa) Ha OCHOBE
KIIMHUYECKOW KapTUHBI peOCHKY BBICTaBlIeH nuarHo3: HacmencrBennele 3a0oseBaHusi oOMeHa
BemecTB. [myrtapoBas amuaypuss Il Tuma (MHOXKECTBEHHAs HEIOCTAaTOYHOCTh armi-KoA
JETUIPOTeHA3).

Ha ocHOBaHMM MOJY4YEHHBIX JaHHBIX IIPOBEJCHHOIO T'€HETHYECKOTO HMCCIIEIOBAHUSA,
IIPOU3BE/IEHAa KOPPEKIMS ITHONATOTEHETUUECKON TEPANUU IyTEM MOJKIIOUEHUS BbIIIEYKa3aHHbBIX
npenapatoB. B cocrosiHuu pebenka HaOIOAaeTcs CTOMKas MOJIOKUTEIbHAs NWHAMUKA B BHJE
HapacTaHWs MacChl Tela, OXKUBJICHUS pPeQIIEKCOB BPOXKIAECHHOIO AaBTOMATHU3Ma, IOBBIIICHUS
MBIIIEYHOTO TOHYCa M CIOHTAHHBIX AKTHBHBIX JABM)KCHUW, MOSIBICHUA (QUKCAIMM B3IVIsIa U
KpaTKOBPEMEHHOI'O CJIEXKEHHUS 3a IpeIMeTaMH, YJIyulleHHs KOOpPAMHALUU COCaHMs U IJIOTaHMs,
AKTUBAI[MU aKTa COCaHUSI.

B Bospacte 1 wMecsma 7 aHed MajbuuMK ObUI BBIMCAH JOMOW MOJA HaOIOAeHUE
aMOyJIaTOPHOIO - MOJUKIMHUYECKOro 3BeHa. Macca tena npu Bbinucke 4250r (+1190r ot maccsl
Tena mpu poxaeHun). Hasnauena tepamnus JleBokapuutun 30% B mosuposke 60 mr (0,2mm)* 2
pasa B CyTKU BHYTpb, Pubodnasun 100 Mr B CyTkH BHYTph JUTUTEIBHO. PekoMeH10BaHa T1aHOBAs
rocnuTanu3anus yepe3 1 mMecsl WM Opu yXyIUIEHUH COCTOSIHUS. Tak e HazHaueHa MOBTOPHAas
KOHCYJIbTAIlUs TeHEeTHKa yepe3 1 mecsll.

ITo ucreyeHun 2 Henenb MalbYMK ObUI 3KCTPEHHO T'OCHMTAIM3HPOBAH C MOAO3PEHHEM Ha
nuiopocnasMm. [loctynun B otaenenue ¢ xajiobaMu Ha OTKa3 OT €bl U OOUJIbHBIE CPBITMBAHMUA.
PeGeHok B co3HaHuy, Bsuiblid. JIBUTraTenbHas akTHBHOCTh CHIDKEHA. Ha BbICOTe miiaga oTMeqanoch
KpaTKOBpEMEHHOEe amHod3. B3op ¢ukcupyer, cieautr He yBepeHHO. CylnopokHass TOTOBHOCT.
KoxHble MOKpPOBBI «MpaMOpHBIE», YUCThlE. BUIMMBIE CIU3UCTBIE PO30BBIE, YHUCTHIE BIIAYKHBIE.
AyCKyJIbTaTUBHO [IbIXaHUE IyIPUJIbHOE, XpUIIOB HeT. TOHBI cepilla 3By4YHbIE, PUTMHUHBIE.
[Ipou3BeneHO yIBTPa3ByKOBOE HMCCIEIOBaHUE KeMyaKka, Oe3 matoiorud. Ilpum ympTpa3BykoBOM
WCCIIeIOBAaHUH MOYEK U E€YEHN OTMEUYEHbI 0YaroBble M3MEHEHHUS NeYeH! (KPOBOUBIUSHUS B CTaIUU
kanbiupukanun). OCMOTPEH XUPyproM, NaTOJIOTHHU HE BBISBICHO.

B oOmeM ananmm3e KpOBH BBHISIBIIEHO CHIDKEHHE T€MOTJIOOMHA, B OMOXHMHUYECKOM aHAIN3e
MOBBIIIEH YPOBEHb XOJECTEPHHA, TaMMAa-IIIIOTaMUITPAHCHENTHAA3bl U CHUYKEHO CHIBOPOTOUYHOE
Keneso.

Koncynpramus odraapsmomnora B AMHAMUKE, TATOJIOTUU HE BBISBIICHO.

IIpu npoBenenun Y3W TroiaoBHOrO MO3ra BHU3YAIM3UPYIOTCS JIMKBOPOJAMHAMHUYECKUE
HapyIIEeHUs, BEHTPUKYJIOMETajusl, Y4acTKA KMCTO3HOHN JiereHepaliy B JJOOHO-BUCOYHOM 00JIaCTH C
JIBYX CTOPOH, YYaCTKHU UIIEMUHU B TaJlaMycax C IByX CTOPOH.

IIpoBenena anekTposHIedanorpadus, BBISIBJICHBI 3HAUYUTENbHbIE U3MEHEHUS
OHMOAJIEKTPUYECKON aKTUBHOCTU TOJIOBHOrO Mo3ra. Hapymenus ¢yHKIMOHAIbHOTO CO3pPEBAHUSA
MO3TOBBIX CTPYKTYp. JlokanpHast smuinenTugopMHas aKTUBHOCTh B BHUJIE OCTPHIX BOJH B JIOOHO-
LEHTPaJIbHONU 00JaCTSIX MPABOTO MOJTyIIAPHSL.

KoHcynbTupoBaH BpauoOM-T€HETHKOM - OUArHo3 raytapoBast auuaypus |l tum. Tspxemas
HeoHaTaibHast popma 0e3 BPOKIEHHBIX aHOMaNui. Puck renernyeckmii-25%, Bricokuid. [Iporaos
HEeOJIaronpUsTHBIN.

PekoMennoBano kopmieHHe depe3 2-2,5 dbaca (0e3 HOYHBIX IEPEPHIBOB) CMECBHIO JIS
HEJIOHOILIEHHBIX JeTeil. Bo BpeMsi KpM30B napeHTepalbHOE BBEAECHUE AEKCTPO3bl AJIs KYIIHPOBAHHUS
TUMNOMVIMKEMUM W TIOJAaBJCHMsI  JIMMOJM3Uca, OeHzoaTa  HaTpus  JUIsl  KYNHPOBAHUS
TUIIEPaMMOHUEMUHU.
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3a BpeMs mpeObIBaHUS B CTallMOHApE y peOeHKa KIMHUYECKH OIpPENeNIeMBIX CyIOpOT He
OTMEYAIIOCh.

B cranmonape Hadaro jieudeHue xene3oaedUIMTHON aHeMHH TpenaparoM ManbsTodep B
nosupoBke 10 kamenb 1 pa3 B cytku. [IpomomkeHa moazeprkuBaromiasi Tepanusi T€HETHYECKOTrO
3abosieBanus ¢ yuetoM pexkomennanuit MI'L] umenn akanemuka H.IT. Boukoga.

OxoHuaTeabHBIA AMAarHO3 Ha MOMEHT BBINUCKH W3 cTanuoHapa: [nmyrtapoBas auumypus |l
tun (E71.3). Tsokenast HeoHatanbHas opma 06e3 BpOXKACHHBIX aHoManuil. CHHIPOM JBUraTeIbHBIX
HapyUICHHUH, BEreTo - BHUCLEpalbHas AUCOYHKIMS, BCIEICTBUE NMEPUHATAILHOTO TMIIOKCUYECKHU -
reMOPpParuyeckoro MOpPa)XXEHUsl LEHTPaJbHOM HEpBHOM cucrteMbl. CrnacTUYeCKUM TeTpamnapes.
IceBmoOynbbapueiii  cunapoM. CyOxkiumHudeckas sowientudopmuas aktuBHocTh  (G96.8).
Kenezoneduuraas aHeMus JIETKOW CTETICHU.

O6cyxenue:

Takum oOpa3oM, nporpaMMa pacHIMPEeHHOTO HEOHATAIbHOTO CKPWHUHTA, BCTYNHBIIAS B
cuny ¢ 1 suBaps 2023 roma corjacHO NpUKa3y MHUHUCTEPCTBA 3/ApaBooxpaHeHus Poccuiickoii
@enepanun ot 27 nexadps 2022 r. N 808H sBisieTcss €IMHCTBEHHBIM JOKAa3aHHBIM U OBICTPBIM
CIOCOOOM NPHMKU3HEHHOM TUArHOCTHKU OpgaHHbIX 3aboineBaHMi. PacuivpeHHbI HeOHAaTaIbHBIN
CKPUHUHT- 3TO OTPOMHBIN POPHIB, MO3BOJISAIOIINN HaYaTh JIEUEHHE HA pAHHUX CTAUsIX U U30exarTh
pa3BUTHS OCJIOKHEHHH, CBSI3aHHBIX, KaK MPABUJIO, C TSKEJIBIM TEYEHHWEM JaHHOW TpYIIIbI
3a00JIeBaHUH.

B nanHoM kiauHHMuYecKOM ciiydae 3(QQEKTHBHOCTb JICUEHHUs olperaensercs ¢(opMoit
3a00JeBaHMs U CPOKOM Hayayia Tepanuu. Eciin Tepanus HauMHAETCs MOCJe pa3BUTHs CEPhE3HOIO
HEBPOJIOTHYECKOT0 JIe(huInTa, TO IOJHOrO perpecca CUMITOMATHKH, KaK IPaBUIIO, HE IPOUCXOIUT,
HO HaOJIIOAaeTCs yIIydIlIeHHe OOIIEro COCTOSHUS.
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