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AHHOTALUA

Beenenue. M3oBanepuaHoBas anmuneMus — 3TO PEIKOE, HO XH3HEYTpoXKaromee 3a001eBaHus, KOTOPOE HEOOXOIHMMO
JUArHOCTUPOBATh HA PAHHUX JTalax JAJs CBOEBPEMEHHOIO HA3HAYEHHUS TAPTeTHOW TEPAIUU C LIEeIbI0 NPEIOTBPALICHUA
HAKOIUICHHUS TOKCHYECKMX METAa0OJINTOB, BBI3BIBAIOIIUX TSDKENBIE OCIOXHEHHSA, B UYaCTHOCTH HEBPOJOTHYECKHUE
HapyUICHHUs W HE PEJKO NPHUBOIAIINX K CMEPTH B CIEACTBHE pa3BUTHS AcKoMIleHcanmu. CodeTranne 3Toro ophaHHOTO
3a00JsieBaHNS C MIEPBUYHBIM THINOKOPTHUIN3MOM, PAaHHHUE KIIMHWYECKHE TPOSBICHUSI KOTOPOTO CXOXKH C MPOSIBICHUIMH
N30BAIEPUAHOBON allMJIEMUH, IPUBOAUT K €T0 MaCKUPOBKE, OoJjiee Mo31HeMy Ha3HaYEeHHIO Teparuy U MOTEHIUPOBAHHIO
€r0 MaTOJIOTUYECKOT0 BIMSHUS Ha OPTaHU3M, CIIOCOOCTBYS YBEJIIMUSHHIO YaCTOTHI OCJIOKHEHHH 1 cMepTHOCTH. [ToaToMy
HEOOXOAMMO TpOBOAMTH I depeHnInaNIbHyI0 JUAarHOCTUKY JaHHBIX 3aboneBanuii. Lleabp wucciaexoBanusi -
[IPOAHAIU3UPOBATh METOAbl AMArHOCTUKM H30BAJICPUAHOBOM AalMIEMUU U IEPBUYHOIO THIIOKOPTULM3MA IIPU HUX
COUCTAaHUHU M TAaKTUKy HMX HaOmroneHus U jedeHuss Matepuas M mMeToibl. I[IpoBenéH perpocnekTHBHBIN aHanu3 1
ucTopu OONE3HH HOBOPOXKAECHHOTO peOEHKa. PesyabTarsl. [lanmenty mnpoBen€H paclIMpeHHBIH HEOHATAIbHBINA
CKPHHUHT U OINPENENICHBl YPOBHH OPraHUYECKUX KHCIOT B MOYe. B mitaHe MoNHOE CEKBEHUPOBAHME YK30Ma MAallUEHTa U
€ro PpOJICTBEHHHUKOB. BpIBoAbI. OCHOBOH [OMarHOCTUKH W30BAJIEPUAHOBOM alUAEMUHM CIYXKHUT PaCIIMPEHHBII
HEOHATAJIbHBIN CKPUHMHT, TPOBEAEHHBIA METOJOM TaHIEMHON Macc-CIEKTPOMETPUH [UIS ONPENEICHUS IPOU3BOIHBIX
n3oBanepuiI-KoA. il MCKITIOUCHHUS JIOKHOIIOJIOKHUTEIBHBIX PE3yJIbTATOB HEOOXOAMM TaKKe aHAJIN3 OPraHWYeCcKUX
KHCJIOT B MOY€ M CEKBEHHPOBAHUE IK30Ma.

KiroueBble cioBa: H30BajepHaHOBas AaIUIeMUs, IEPBUUHBIA THUIOKOPTHIM3M, COYETaHHE, TaHIEMHas Macc-
CIEKTPOMETPHSL, HOBOPOXKIEHHBIE
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Abstract

Introduction. Isovaleric acidemia is a rare but life-threatening disease that must be diagnosed in the early stages for
timely administration of targeted therapy in order to prevent the accumulation of toxic metabolites that cause severe
complications, in particular neurological disorders and often lead to death as a result of the development of
decompensation. The combination of this orphan disease with primary hypocortisolism, the early clinical manifestations
of which are similar to those of isovaleric acidemia, leads to its masking, later administration of therapy and potentiation
of its pathological effect on the body, contributing to an increase in the incidence of complications and mortality.
Therefore, it is necessary to carry out differential diagnosis of these diseases. The aim of the study to analyze methods
for diagnosing isovaleric acidemia and primary hypocortisolism when they are combined and the tactics of their
observation and treatment. Material and methods. A retrospective analysis of 1 medical history of a newborn child was
carried out. Results. The patient underwent extensive neonatal screening and the levels of organic acids in the urine were
determined. The plan is for complete exome sequencing of the patient and his relatives. Conclusion. The basis for the
diagnosis of isovaleric acidemia is extended neonatal screening carried out using tandem mass spectrometry to determine
isovaleryl-CoA derivatives. To exclude false-positive results, analysis of organic acids in urine and exome sequencing
are also necessary.
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BBEJIEHHUE

N3oBanepuaHoBasg amuaeMuss — 3TO HACJIEICTBEHHOE 3a00J€BaHME C ayTOCOMHO-
pEeLeCCUBHBIM THIIOM HacieI0BaHMs, OTHOCsIIEeCs K ophaHHBIM 3a00JI€BaHUSAM, YACTOTa KOTOPOTO
Bapsupyer ot 1:60000-1:150000. Ilpu sTOoM 3aboneBaHMM NPOUCXOAMUT HAPYIIEHUE CHUHTE3a
¢bepmenta uzoBanepuii-KoA neruaporenassl Beneactsue mytanuu rera |VD. Hapymenue cunresa
3TOro (QepmMeHTa NPUBOJUT K HAKOIUICHHWIO H30Bajepmii-KoA, KOTOpbI sBIsSETCS MPOIYyKTOM
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katabonu3Mma JieinnHa. B pe3yiapTaTe B opraHu3Me HaKaIuIiBarOTCs POU3BOIHBIE H30BasIepuii-KoA,
OKa3bIBAIOLINE TOKCHYECKOE eWCTBUE, B TOM uMcie u3oBanepuiakapHuThH (C5) B kpoBu u 3-
ruapokcun3oBaiepuanoBas kuciora (3-HIVA) u mzoanepunrmunua (IVG) B Mode, Ha OCHOBE
OoOHapy>KeHHsI KOTOPBIX METOJ0M TaHJEMHOH Macc-CIEKTPOMETPUU U Ta30BOHM Xpomatorpadumu-
Macc-CIIEKTPOMETPUU OCHOBAaHO CKPUHUHIOBOE HCCIEAOBaHUE AaHHOro 3abosieBanuda. Cpeau
MAIMEeHTOB, Y KOTOPHIX 3a00JieBaHNe HE ObUIO JHATHOCTHPOBAHO MPH MPOBEICHHH HEOHATAIHLHOTO
ckpuHuHra B 90-100% ciyyaeB oTMeuaeTcsi pa3BUTHE OCTPOM MeTabOIMYECKOM AEKOMIICHCAIUH, a
y MAIMEeHTOB, Y KOTOPBIX OBLJIO IMArHOCTUPOBAHO - TOJBKO B 50 % ciyyaeB, 4To CBsi3aHO C Oojee
paHHUM HAYaJiOM Tepaliu, HalpaBJIEHHOW Ha orpaHuueHue (pakTOpoB MPHUBOIAIIMX B PA3BUTHUIO
Toro coctosHus. OcTpas MeTa0oJIMuyecKas JEeKOMIICHCAIMsI IPOBOIMPYETCS TOJIOJaHHEM,
BOCHAJIMTEIbHBIMU 3a00JI€BaHUSIMH WJIM TOBBIIIEHHBIM MOTpebsieHneM OeiKka M 3aKII04YaeTcsl B
pa3BUTHUH KETOAlU/103a, TMIIEPAMMOHUEMUN U JIAKTATEMMM W TPOSIBISIETCS PBOTOM, BSJIOCTBIO,
pPa3BUTUEM MBIIIEYHON TMIIOTOHUU B 5 % ciyuaeB u cygopor B 15% cnyuaes. [Ipu quarnocruke,
OCHOBAaHHOM Ha KJIMHUYECKHUX JaHHBIX YPOBEHb CMEPTOCTH cocTaBisgeT 33%, a Ipu IUAarHOCTUKE,
OCHOBaHHOM Ha mpoBeneHUU ckpuHuHTra - 0%. YXyAlIeHHEe COCTOSHUS MOXET BO3HUKHYTH JI0
MOJTyYeHHS Pe3yJIbTATOB CKPHHUHTA B TEUCHHE IEPBBIX HECKOIBKHIX YacOB WIIM CYTOK JKU3HU U OyAeT
MPOSBIATHCA OTKA30M OT €J1bl, pPBOTOM, MBIIIEYHONW THIIOTOHHEH, B pe3yibTaTrax J1abopaTOPHBIX
aHaJIM30B OYyT OTMEYaThCsl KETOAIM/103, TUIIEPAMMOHUEMUS U JTaKTaTEMHSI. ITO COCTOSHUS MOYKET
B T€UEHHE HECKOJIBKHX YAaCOB CMEHHUTHCS CyJJOPOTaMH, KOMOM M MPUBECTU K CMEPTU HIIU TKEIBIM
HEBPOJIOTUYECKUM OCIIOKHEHUSM. JIJ11 CBOEBpEMEHHOW TMarHOCTUKU M30BAJIEPUAHOBOM aluAeMUU
He0oOXOUMO OIICHUTh CEMEHHBIH aHaMmHe3 - T.K. HaciemoBaHHe HOCHT ayTOCOMHO-PELIECCUBHBIM
XapakTep, TO OJIM3KOPOACTBEHHBIE OpaKH SBISAIOTCS TPYIIION pHCKa POXKICHHUS peOEHKa OOIHHOTO
M30BaJIepUaHOBOM aliIeMUel MPUMEHSETCs BhIsIBICHHE N30BanepuiikapHuTuH (C5) B mATHAX CYyXOi
KpOBU IpU pACHIMPEHHOM HEOHATaJlbHOM CKPUHHHIE NYTEM MpPOBEACHUS TaHAEMHON Macc-
crieKkTpoMeTpuu. [[Isi MCKIIOUYEeHUS JI0KHOMOJOKUTENIBHBIX PEe3ylbTaTOB TaKXKE aHAIU3UPYETCS
YPOBEHb OPTaHWYECKUX KHUCIOT - 3-THApPOKcUU3oBaiepuaHoBas kuciora (3-HIVA) u
mzoBanepwirmuiud  (IVG) B Moue myTéM raszoBoil xpomatorpaduu-mMacc-ceKTpOMETpUU H
olpesiesieHue OMaJIIeNIbHBIX MAaTOr€HHBIX (MJIM BEPOSITHO, MAaTOT€HHBIX) BapUAHTOB C IOMOUIbIO
MOJIEKYJISIPHO-TEHETHYECKOro TecTHpoBaHUs. [lpu u30oBanepuaHOBOW alUAEMHUH MPUMEHSETCS
TapreTHas Tepamnus, KOTopas 3aKII04aeTcs B AMETE C HU3KUM COJIEp)KaHUEM JIEHLIMHA - CHUYKEHUE
notpelieHuss 6eiaKa ¢ TPyAHBIM MOJIOKOM M CMECSIMHM C MOMOINBIO JICUEOHBIX CMecel, a Takke
(hapMaKoJIOrNYecKO JIe3MHTOKCUKALIMK MYyTEM MPHUMEHEHUs: KOMOMHAIMM KapHUTHHA U TIMLKHA,
KOTOpPbIE KOHBIOTUPYIOT U30BaJIepUII-KOPEpMEHT A.

[TepBruHas HaMOYEYHUKOBASI HEIOCTATOYHOCTH — 3TO 3HJIOKPUHHOE 3a00JIeBaHUE, KOTOPOE
pa3BUBaeTCs BCIeCTBUE 1e(UIIMTa TOPMOHOB KOPBI HA/IMOYEUHUKOB - KOPTH30J1a U ajlbI0CTEPOHA.
Jepuuut KopTU30Ja NMPUBOAUT K PA3BUTHIO TUIOTIMKEMHUH, BSUIOCTH U MBIIIEUYHOM ciabocTu, a
Ae@UUUT  a’bJOCTepOHa MpPOSBISIETCS  CPBITMBAaHMEM W PBOTOM, THMIOHAaTpueMuedl u
runepkanuemueii. C HaTpueM M3 OpraHu3Ma Tak)Ke BBIBOJAMUTCA BOJIA, YTO MPHUBOJUT K PAa3BUTHIO
HKCUKO03a, CHUKEHUIO 00BbEMa LIUPKYIUPYIOLIEH M1a3Mbl, META0OIMUECKOMY alM103y U CHUXKEHUIO
AJl. Taxxe o mMexaHu3my odpaTHoOW cBsi3u nosbilnaercs ypoBeHb AKTI, koTopsiii posBisercs
TUIEPIUTMEHTAlUENd KOXKHBIX IIOKPOBOB H3-3a YBEJIMYEHMsI CHHTE3a IPOONNOMEIAHOKOPTHHA,
KoTophlil siBisiercs npeamectBeHHUKOM AKTI, u yBennueHueM pa3mMepoB HaJIOYEYHUKOB. Y
IIEPBUYHOIO TMIIOKOPTHLM3MA €CTh CXOXHE KIMHUYECKHE IPOSBICHHUS C HW30BAJIEpUAHOBOMU
alIeMuen - CphIrMBaHusl, PBOTA, BSUIOCTh, MBIIIEYHAs! TUIIOTOHUS, META0OIMYECKUN alua03, 4YTo
3aTpyAHSET KIMHUYECKYIO JTUAarHOCTHKY JAHHBIX COCTOSHUU. [lpm coueraHuMm 3TUX NATOJIOTHMA
MPOSIBJICHUS] NIEPBUYHOIO TMIIOKOPTHUIIM3MA MOTYT HE TOJBKO MacKMpOBaTh, HO U MOTEHIUPOBAThH
BO3/JIEHCTBUE N30BAJIEPUAHOBOM allUJIEMUH Ha OPTaHU3M, IIPEMATCTBYS] PAHHEMY Hadally TapreTHON
TEepanuu M YBEIWYHMBAsh PUCK CMEPTU OT PA3BUTHS OCTPOW META0OJUYECKOW JIE€KOMIEHCAIUH.
Paz6epém Ha mpuMepe KIMHUYECKOTO ciydasl, IPU KOTOPOM COUYETAUCh J[Ba TUX 3a00JeBaHMA,
TaKTUKY JMAarHOCTUKU M HaOJI0/IeHUs 3a00J1€BaHUi CO CXOKUMH KIMHUYECKUMH MPOSBICHUSIMU U
METO/Ibl UX JICUEHHUS.
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Leap mucciaenoBaHusi - MpPOAHATU3UPOBATh METOMbl JIMAarHOCTUKU H30BajepUaHOBOU
alMIeMUd W TIEPBUYHOTO THUIIOKOPTUILIM3MA TMPU UX COYETAHWU M TAKTHKY HMX HAOIOJIEHUS U
JICUYEHUSL.

MATEPUAJ U METO/JBbI.

[TpoBenén peTpocneKTUBHBIM aHanu3 1 ucTopuu O0O0JE3HH HOBOPOXKAEHHOTO peOEHKa
npoxoausiiero neuenue B 'AY3 CO "Ob6nactHas neTckast KIMHHYECKass OoapHUIa".

PE3YJIbTATBI

Pe6énok ot 2 6epemennoctu 1 ponos, poamics 21.01.2024 B EKIIL] B cpoke 40 Henensb ¢
Maccoit 3105 r. u poctom 50 cM. OT CPOYHBIX OINEPATUBHBIX (BAKYyM-IKCTPAKIUS - MOKA3AHUS:
JUCTPECC IUI0MA, Pa3phIB CIM3UCTON MpaBOii OOKOBOW CTEHKM BIarajuila) BarMHAJILHBIX POJIOB.
OtsroméHHpIii  akymepckuii aHamue3 (1  OepeMEeHHOCTh - CaMOIPOM3BOJIBHBIM  BBIKHIBIII,
KPOBHOPOJICTBEHHBIN Opak: MaTh - ABOIOPOAHAS TETS MYXKy). bepeMeHHOCTh mpoTekana Ha GoHE
anemuu | crenenu, manooaus. [Ipu poxxaenuu oreHka o mkaine Anrap: 8/9. IlepeBenén B nanary
MU/I. B3sT pacmivpeHHbI HEOHATAIbHBIA CKPUHUHT: B TaHAeMHON macc-cnektpomeTpun (TMC)
noBbiieare C5 - 3,49 mxmons/n (N - 0-0,560 mxmons/n) u C5/C2 - 0,190 mxmons/n (N - 0-0,030
MKMOJIB/T). Uepe3 18 dacoB oOMIBHOE CPHITMBAaHUE PA3IUTON IIMAHO3, BSJIOE COCAHHE CO CIIOB
matepu. [lepeBenén B IIMT. [lpu mocTymiaeHHH COCTOSHUE TKENOE 3a CYET METaOOIHMUECKHX
HapyLIeHU, HEBPOJOTUUYECKON CUMITOMATUKH, PEAKIUS Ha OCMOTpP Bslas, KOXa CEporo 1LBETa,
OTMEYaeTcsl AMCTAIbHBIA aKpOLMaHO3, YHCTas, YMEPEHHOW BIAXKHOCTU, rumorepmus - 35,2,
THIIOTOHYC, TUTIOPE(IEKCHsI, TYProp CHWXEH, OMOMEXaHHKA JBIXaHUS YAOBJIECTBOPUTEIbHAS, PUTM
MIPaBWIbHBIN, aCKyJIbTATUBHO OIpeAeNsieTcs ocaabieHHOe Be3UKysapHoe Abixanue, YJ1 - 44 B muH.,
StO2 - 93-96%, Tousl cepana sicasie, purMuanbie, YCC -112-120 ¢ TeHaeHnueit K OpaauKapanu,
CUMITOM O€noro maTHa - MeHee 3 c., JKUBOT HE B3JyT, NEYCHb HE YBEJIHUYEHA, ceje3EéHKa He
YBEIIMYEHA, TOYKH HE MaJbIHUPYyIOTCA. broxumuueckuil aHanm3 KpoBu: ritoko3a 0,7 MMOIB/I
(rumornukemust), CPB - 2,3 mr/i (N) - Hazunauen 10% pacTBOp IIIFOKO3bI B 103€ 2 MJI/KT BHYTPHBEHHO
6omocHO B TeueHnu 10 MunyT.bbuT yecTanoBieH BeH(IIOH, B3AT MOCEB KPOBU U HaYaTa HH(Y3UOHHAS
W cTapToBas  aHTUOaKTepHalibHAs  Tepamus.  OHTEpajJbHOE  MUTAaHUE  Yepe3  30H]
(I'M+anantupoBannast mosouHasi cMmech). IlepeBenén B OPUT. Ilpu mocrymiieHuu cocTosiHue
TsOKENOE 32 CUET HEBPOJIOTMUYECKON HEAOCTATOYHOCTH (Bslasi peakilds Ha OCMOTp, OcliabiieHue
pedIiekcoB, MbIlLIEYHAs TUIIOTOHMSI), META0OJIMYECKUX PACCTPOUCTB (TUIIOTIMKEMHUS ), TUIIOTEPMHUU
(35,2 C). Peakumss Ha OCMOTp BAjas, KOXa CEpPOro IBETa, YHMCTas, YMEPEHHON BIAXHOCTH,
runorepmust - 35,2, TUNOTOHYC, runopediekcusi, TYprop CHH)XXEH, OMOMEXaHUKa JIbIXaHUs
YAOBJIETBOPUTENbHAS,, PUTM IPaBUIIbHBIN, ACKYJIBTATUBHO ONPEIEISAETCS BE3UKYJSIPHOE JbIXaHUE,
Y/l - 44 B muH., StO2 - 98%, ToHbI cepana sicasie, purtMuaabie, YCC -110-115 ¢ TenacHmmen k
Opanukapanu, cuMmntoMm 6enoro nsaTHa - MmeHee 3 ¢. KOC - B npeaenax pedepeHcHbIx 3HaueHnid. OAK
- B mpezaenax pedepeHCHbIX 3HaueHuid. buoxumumueckuit anamus kposu - CPb: 2,3 wmr/m,
TUIIOTJIMKEMHUs KyNIHpOBaHa: IItoko3a - 7,1 mmonb/n. B pganpHeiimem coctosHue 6e3 TUHAMUKH.
Vnanén Bendion, ycranosnen I'BJI. OAK: tenneniusa k jeiikoneHuu: cHkenue ¢ 8,9 mo 7,7
1079/n. buoxumuueckuit ananus - [IKT noBeimen go 41 ur/mi. IlocraBneH auarHo3: nHpEKIHs,
crenuguuHas 111 NepUHaTalIbHOIro nepuosaa, Heyrounénnas. 26.01.2024 nposenén kontposir TMC
AMUHOKHCIIOT U alUJIKapHUTUHOB: moBbimenue C5 - 2,239 mxmons/n (N - 0-0,560 mxMmonb/m) u
C5/C2 - 0,165 mxmomp/n (N - 0-0,030 mxmomns/m). IlpomsBenén 3abop Owmomarepuana Ha
MOATBEp K Aarolyt0 nuarHoctuky 1 HanpasiieH B @T'BHY MI'HI u3 K/IL O3MP. IIposenena TMK
¢ Bpauom-reHetukom n3 K/ O3MP: 3axmrouenue: ['pyma BEICOKOr0 pyuCKa MO HACJIEICTBEHHBIM
KHU3HEYIpoXKaroIuM 3a00sieBaHUsIM OOMEHA BEIIECTB - M30BAJIEpUaHOBAs allMIypusi, INIyTapoBas
aruaypust Tan 2. JlaHel peKoMeHJauu: Hu3kooenkosas nuera (1,77 r/kr), BocrojHEHUE KKall 3a
CU€T pacTBOpa IJIHOKO3bI, exenHeBHbIN KOHTpoab KOC, makrara, rroko3bl KpoBH, KOHTposib TMC
AMHUHOKHUCIIOT MW auuikapHUTUHOB 27.01.2024 w KOHCyNbTalUMsl TEHETHKA M0 PE3yJbTary
(paccmatpuBaetcst Bormpoc o HazHaueHuH L-kapautuna 30% 50 Mr/Kr/cyT nepopanbHO), KOHTPOIb
cocTosiHUS (YrHETeHHE WK Bo30yKJIeHue, 0TKa3 OT e/bl, pBOTa, cyfoporn), nepesoa B OJKb. [Ipu
nocryminennn B OIKDB cocrosiHue cocTosiHMe TsDKENOE 3a CU€T MeTaboJIMYeCKHX pacCTpOICTB,
HEBPOJIOTUYECKOW HEAOCTAaTOYHOCTU. PeOEHOK BsUIbIM, peakuus Ha OCMOTp OoJie3HEHHas,
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HeraTuBHas, OpOH30Basi OKpacka KOXH C CEpPbIM OTTEHKOM, YHCTasi, YMEPEHHOH BIIa)KHOCTH,
TUIMOTOHYC, TUMOpedIeKCHsi, TYprop CHUXEH, OHOMEXaHWKa MbIXaHWS HapyIleHa: YydacTHe
BCIIOMOTaTeNIbHOI MYCKYJaTypbl, BTSDKEHHE MEXpPEOEPHBIX IPOMEKYTKOB, TaxWMHO? - 86,
acKyJIbTaTUBHO ONpEAEIsieTcsl Be3uKyispHoe apixanue, Y/ - 44 B mun., StO2 - 85%, ToHBI cepaua
SICHbIE, pUTMUYHbBIC, TAXUKApIUsl, CIa0bIil CUCTONMYECKUN 1IIyM, CAMIITOM O€JOro MmsTHa - MeHee 3
c. OxoKI" - Bropuunsiii JIMIIIL. OAII. Junaramus ob6oux mpeacepauil, JEroyHas TUIepTEeH3us,
runeptpodus muokapaa. Koncynpramus reaetuka (TMC 27.01 - noBsimenne C5 - 1,959 mxmoms/n
(N - 0-0,560 mxmomnb/im), 30.01. - moBsmmenue C5 - 1,919 mxmons/a (N - 0-0,560 Mxmo:b/1)) -
MOJIyYEHHBIX JTAOOPATOPHBIX JaHHBIX HEOCTATOYHO JJI YCTAHOBJICHUS HO30JIOTUYECKOU (OPMBI.
TpeOyroTcst pe3ysbTaThl UCCIAEAOBAHUS OPraHUYECKUX KUCIOT MOYHU, MOJIEKYJISIPHO-T€HETHYEeCKas
nuarHoctuka (B pabote). 3akmioueHue: ['pynma BBICOKOTO pHCKAa IO  HACIEACTBEHHBIM
KHU3ZHEYTPOKAIONINM 3a00JIeBaHUSIM OOMEHA BEIISCTB - W30BAJICPUAHOBAS AlUIypHsi, TIyTapoBas
anunypus tun 2. Jansl pekomennanuu: Monutopunr KOC, nmakrtara, ritoko3sl, ammuaka, ACT,
AJIT, KOK, xonrporns DxoKI', DKI'. HuszkoOenkoBas, BBICOKOYTJIEBOAHAS JUETA. 3aIlpeIleHBI
AMUHOKHCIIOTHBIE CMECH BHYTPUBEHHO, JKUPOBBIE SMYJIbCUM, HCTOYHUKH CpPEAHELENOYEUHBIX
xupHbIX kucinot, TMK ¢ HMHUL] nMm. Kynakosa. Ilepesenén B OAPuMITHuH/L. [1pu nocrymienun
B OAPuldTHuH/I cocrosinue tsxénoe 3a cu€t JIH, HeBpomornyeckoi HeOCTaTOYHOCTH. Peakius
Ha OCMOTp - OTJIyIICHHE, TpUMaca Iiada, OpOH30Basi OKpacka KOXKH C CEPbIM OTTEHKOM, YHCTasd,
YMEpPEHHOM BIAKHOCTU, THUIOTOHYC, THIOpeQIeKCUs, Typrop CHUXEH, OMOMEXaHUKa JIbIXaHUS
HapyllleHa: y4acTHe BCIOMOTATEIbHON MYCKYJIATYphl, BTSIKEHHUE MEXKPEOSPHBIX MPOMEXKYTKOB,
TaxumHo? - 80, aCKyIbTaTUBHO ONpeenseTcs kecTkoe apixanue, YJ1 - 44 B mun., StO2 - 88%, TOHBI
cepaua sICHbIE, pUTMHUYHBIC, TAaXUKAP/IUs, CIA0BbIA CUCTOIMYCCKHMA ITyM, CHMIITOM OEJIOro IATHA -
menee 3 c. [lepeBenén na MBJI. Hauara uncydmsamus Okxcuna a3zora. B nuHamuke CHMXKEHUE
JBIXaTEIbHOM HENOCTATOYHOCTH, KYIHpPOBaHA KHUCIOPOJ03aBUCUMOCTh - mnepeBox ¢ MBJI nHa
BNCPAP. Otmenena Ab Ttepanus. [IpoBeneHa KOHCyNbTallMs SHIOKPUHOJIOTA: TJIMKEMHS B
nuHamuke - 2-2,4 mmonw/n, Hatpui - 130-128 mmonw/n, kamuit - 4-5,9 MMOJB/JI, oTMedaeTcs
TUINEPIUTMEHTalMs B O0JIACTH HAPY>KHBIX T€HUTAIMH U COCKOB, B JUHAMHKE HapacTaeT - Jyis
MCKJIFOUEHHS TUIIOKOPTULIM3Ma HeoOxonumsbl noodcenenoBanus: AKTI - 1250 ur/mi, kopTtuzon - 33
HMOJIB/J1, TUIOHaTpueMus 10 124-128 Mmons/n, kanuii - 4,5-5,9 MMmonb/. 3akiItodeHne: epBUYHBIN
runokoptunn3M. Hasnauena tepanus (Tabnuna 1), Kontpons AJl, kanus, Hatpus, 1 pa3 B 2 -3 a4,
AKTT uepe3 2-3nen. [IpoBenena KOHCYIbTaLMs KApAUOJIOTa: AMIATAIIMOHHAS KapAMOMHOIIATHS Ha
¢done renerndeckoro 3abonesanus. BIIC: Bropuunsiii nedext mexmpeacepuoi neperopoaxu. OAIL
HK 2b Crpaxecko-Bacunenko-Jlanry. Jl€érounas rumeprensus 0-1 cr. Hasnaduena tepanus
(Tabmuma 1). 02.02.2024 npoBeneHa KOHCYJbTAlMS T€HETHKA: 3akitoueHue: ['pyrimna BBICOKOTO
pUCKa TIO HACIEACTBEHHBIM  KM3HEYTPOXKAIOIMIUM  3a00NeBaHUsSM OOMEHa  BEIIeCTB -
M30BAJIEpPUAHOBAs AlMAYypHUs. YTPOXKaeM IO MeTadoinueckoMy Kpu3y. JlaHbl peKOMEHIAIMH TO0
nuere: | BapuaHT - HU3KOOENKOBasl JUeTa U3 pacuéra MUHUMAaIbHO 0e30macHoro ypoBHs Oenka 1,77
I/KT/CyT; 2 BapuaHT - [ueTa ¢ MIPUMEHEHHEM CHEeIHaTM3UPOAHHOTO MPOIyKTa JeUeOHOr0 MUTAHMUS,
JTUMIEHHOTO JIeWlMHA (MAaTOTeHEeTUYEeCKH 3HAYMMOW aMUHOKHUCIOTHI Ui H30BaJepUaHOBOM
aruaypun) - Hyrpunaxk+CITIH 6e3 neiiniuna (Hytpuren 14-Leu), mpu yrposze MeTabognyecKoro
kpu3a ysenudenue nonu CIUII nnm nonnas 3amena Ha CIUIIL, mpu oTcyTcTBUM IPOTUBONIOKA3aHUMN
- ruiuH 150 MI/Kr/cyT nepopaibHoO.

05.02.2024 nposenena TMK ¢ HMUII um. KynakoBa, 1aHbl peKOMEHJALMK: KOHTPOJIb aMMHUaKa B
JTUHAMUKE JI0 Pe3yJbTAaTOB YTOYHSIONMIEH IUATHOCTHUKH, CIIEKTP OPTaHWYECKUX KHUCIOT B MOYE,
Hu3koOenkoBas auera (1,5-1,7 r/kr/cyT) 3a cu€T HHTEpalbHOrO0 NHUTAHUS  ATANTHPOBAHHON
MOJIOYHOM CMECHIO, MOBBICUTH CYTOUHYIO KalopuitHOCTh nuTaHus Ha 10 % ot ®II 3a cuér pacTBOpoB
TJIIOKO3BI TIOJI KOHTPOJIEM TIIOKO3Bl B KPOBH, TMpPH TUNEpaMMOHHeMHH: OeH3oar Hatpus 250
MI/KT/cyT. B manmpHelimeM JguHaMHUKA TIOJIOKHUTENbHAS 3a CUET KYMUPOBAHMS JBIXATEIHHOU
HEJ0CTaTOYHOCTU: OTMEHA pecnupaTropHoil nogaepxkku. Ilepesenén B OIIH. Ilpu nocrymuiennu B
OIIH cocrosiHue TsOKEMOE 3a CUET HEBPOJOTHYECKOW HEIOCTATOYHOCTH. MeTrabomndyeckue
HapyIIeHUs] KOPPUTUPOBaHbI. Peakius Ha OCMOTp CHW)KEHA, HEraTHWBHAsA, KoOXka HKTepuyHas (2
crenenu o Kpamepy) ¢ OpoH30BBIM OTTEHKOM, MIUTMEHTAIINS aPE0JT, MOIIIOHKH, YHCTAasl, yMEPECHHOM
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BJIQKHOCTH, THUIOTOHYC, rumnopediaexcus, Typrop CHUXXEH, OHOMEXaHHKa  JIbIXaHUs
yaosieTBoputenbHasd, YJ1 - 46, acKyabTaTUBHO OINpEAEIAETCS BE3UKYISApHOE nbixaHue, U/ - 44 B
MuH., StO2 - 98%, TOHBI cepAlla NPUTITYIIEHbI, PUTMUYHBIC, TAXUKAPIUs, C1a0blil CUCTONMYECKUA
IIyM, CHMIOITOM 0€JI0ro msTHa - MeHee 3 ¢. 3a atanublii nepuoa 08.02.2024-19.02.2024 coctosinue ¢
HE3HAYUTENIbHOM MOJIOKUTENbHON NuHamMuKoil. KynupoBana xentyxa, OpoH30Bas OKpacka KOXHU.
IloBricunacy akTUBHOCTh. [IpojmoikeHa 3aMmecTuUTENbHAsh TOPMOHANbHAS Tepamlus Teparwsl.
[Iponomxena cnernuanu3upoBaHHas aueta. [IpoBeeHa KOHCYJIbTalUsi HEBpPOJIOTA: 3aKIIIOUEHUE:
LlepeOpanbhass HemoctaTouHocTh Ha ¢ore HBO. IlpoBemena KoHCyIbTaMsl KapauoJora:
TpansutopHas wumemMuss MHOKapAa HOBOPOXKIEHHOTO: TIOCTTUIIOKCHYEKas KapAHMOMHUONATHUSA,
ynyumenue. HK 0 cr. mo Crpaxkecko-Bacunenko-Jlanry. Jlaner pexomennaruu (TaGmuma 1).
13.02.2024 mpoBeneHAa KOHCYJIbTAlMSl TEHETHKA: PE3YJbTAaThl IOJBEPKIAIONIECH JTUAarHOCTUKHU
OI'bBHY MIHIl: mnoBbllleHHE ypOBHS W30BAJICPUIKAPHUTHHA W QJaHWHA; IIOBBIIICHUE
KOHIEHTPALlU H30BaJCPUIIKAPHUTHHA B MOYE; MOJEKYJISPHO-TEHETHYeCKas [UarHOCTUKAa - B
pabote. lansl pexomenaanuu: KOHTpoidb TMC aMUHOKHCIOT M alMIKApHUTHHOB, TUETOTEpPAIHs,
JICBOKAPHUTHUH, TJIUIIMH, JIECYCHHE U HAOII0ACHHUE YHIOKPHUHOIOTOM U Kapauosorom, koupoias KIIC,
aMMHaKa KpOBH - 110 MIOKAa3aHUIM U IIEPE]] BBIIIMCKOM, IT0JIHOE CEKBEHUPOBAHUE dK30Ma. 32 ATAIHbII
niepuon ¢ 20.02.2024 o 29.02.2024. cocTosiHEE CTaOUIBLHOE, C TIOJIOKUTEIIbHON JMHAMUKOMN 32 CUET
Ky[IUpPOBAaHUS HEBPOJOTMYECKOW HEIOCTATOYHOCTH (HOpMajau3alusi MBIIIEYHOTO TOHYCA,
pednekcoB). C 22.02.2024 mo 27.02.2024, yuutsiBas cHmwkenue C5 nmo 0,827 Mkmomnw/a, 1o
COIJIACOBAHUIO C TEHETUKOM PELIEHO IJIaHOBO NepeBeiu pedénka Ha Hytpunak. Ha kontposne TMC
oTtMevaercs nosbiiienne C5 10 2,294 MKMOIB/N - peOEHKY KOPPUTHPOBAHO JieueOHOe MUTAHUE -
Hytpuren Luu+Hytpumak. KOC: K - 6,27 mmonbs/a (runepkanumemusi), Na - rumonarpuemus. -
[TpoBeneHa KOHCYIBTAIIMS C YHIOKPHHOJIOTOM: yBeIr4YeHa 103a 3udiykopta - 0,05+0,025+0,025 (6-
14-20), koHTpOJIb KaJusl, HaTPUsl, JaHbl PEKOMEHALIUU Ha JIOM - MeJl. OTBOJ OT IIPUBUBOK /10 6 Mec.,
HaOmonenue sHaokpunonora B OLJID. IlpoBeneHa KOHCyNbTallMs TEHETHKA: MOJEKYJSIPHO-
IeHETUYECKasi AMArHOCTUKA - MATOIEHHBIX U BEPOSITHO-NIATOI€HHBIX BAPUAHTOB HE OOHAPYKEHO;
YUUTHIBAs JaHHBIE OMOXUMUYECKIX HCCIEA0BAHUMN, 3HAUNTEIBHOE MOBBIIIICHHE U30BATICPUIITIIHIIMHA
B Moue ycraHoBieH pguarHo3: HBO - wusoBanmepmanoBast amuaypus. I[lokazaHo momHoe
cekBeHHpoBaHue reHoMa. [lansl pexomenaanuu: koncynpranus B KL 33MP nocne Bemucku, 3a00p
KpPOBHM BCEX WICHOB CEMbH Ha IOJIHOE CeKBeHHpoBaHHe, KOHTposib TMC He pexe 1 pa3a B Mec.
PeGEHOK BBIMUCaH JIOMOH B YIOBJIETBOPUTEIBHOM COCTOSIHMM 0]l HaOJIOJEHUE YYaCTKOBOM
CI1y>KOBbl, SHAOKPUHOJIOTA U T€HETHKA.

Tabmuma 1.
HequHe, BKJIIOYasA MCIUKAMCHTO3HYIO U HCMCIUKAMCHTO3HYIO TCpaIlinun
ObocHoBaHME ITpenapat ['pynma npenapatos Jlo3upoBka
Cepaeunas JleBokanuTuH 30% MeTaboIMYeCcKOoe CPEACTBO 100 mr/kr/cyr B 3
HEIOCTAaTOYHOCTh npuéma
CHUpOHONIAKTOH, C JINYPETUK; aHTarOHUCT 2 Mr/kr/cyT B 2
nocJenyoen aJpJ0CTEpOHa npuéma
OTMEHOU
I'mppoxnopruasun, Huypetux I'unpoxnopruazuz 2
C TOCIIEAYIOIeH MI/KT/CyT B 2
OTMEHOH npuéma
IlepBuunbIi Kopreo - I'moxokopTUKOCTEPOU T mo 2,5 mr 3p/cyT Koutpoas A,
THUIIOKOPTHIINA3M - T'uapoxopTH30H nocue epl (6-14-22) | xamust, HATpUs,
3aMECTHUTEIIbHAS 3udurykopr - MuHepanoKOpTHKOCTEPOUT 0,05 yrpom + 0,025 1 pazB2-3
Tepanus Dy IpOKOPTH30H BEUYEPOM I10CJIE €1IbL s, AKTT
(6-20) yepes 2-3Hes.
M3oBanepuanoas I'munun Meraboryeckoe CpeiCcTBO - 150 mr/kr/cyT Huskob6enkoBas
anuaeMus - KOHBIOTUPYET H30BaJICPHII- IepopaIbHO nuera - 1,77
TapretHas Tepanust | Jleokanutun 30% kodepmenT A 100 mr/kr/cyt B 3 r/Kr/cyT
npuéma

OBCYXIEHUE
N3 npuBenEHHOrO KIMHUYECKOIO CiIy4yas MOKHO 3aKJIIO4WTh, YTO OCHOBHAs pOJIb B
JMAarHOCTHKE JAHHBIX 3a00JI€BaHUN MPUHAMICKUT PACHIMPEHHOMY HEOHATAIbHOMY CKPHUHMUHTY
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IPOBEIEHHOMY METOJIOM TAaHJEMHOH Macc-CIIEKTPOMETpUH, Oslarogapsi KOTOpoMy ynaaércs Ha
pPaHHMUX JTamax ONpPEACTUTh HAKOIUIEHME TOKCHYECKHMX METa0OoJIUTOB H30Bajepmii-KoA,
3aI10/103pUTh HAJIMUME U30BATIEPHAHOBON aluieMuu, Au(depeHnpoBaTh ¢ APYTUMH COCTOSTHUSIMH,
KOTOpBIE MPOSIBIISIFOTCS HA pAHHUX 3TallaX CXOKUMHU KIIMHUYECKUMU MPOSIBICHUSIMH, B YACTHOCTH C
IIEPBUYHBIM TMIIOKOPTHLIM3MOM M BOBpPEMS HauyaTh TapreTHYIO TEPAIHIO, AJIA NPEAOTBPAILCHUS
Pa3BUTHS OCTPOI METa0OIMUYECKON JEKOMITEHCAIIUY U CHI)KEHUS pUcka cMepTHocTH. Heobxomumo
oOpamiate BHUMAaHUE U Ha CEMEMHBIM aHaMHe3 - P OJIM3KOPOJCTBEHHBIX Opakax yBeJINYMBAETCS
PUCK HaclIeZIOBaHUS ayTOCOMHO-PELIECCHBHBIX 3a00JE€BaHUH, K KOTOPBIM OTHOCHTCS H
W30BAJICPUAHOBAs alUJIEMHs, YTO B COBOKYIHOCTH C KIMHUYECKMMH JaHHBIMH MOXET IIOMOYb
COPHEHTHpOBaThCcsd B JjauMarnoze. HecMoTps Ha 0e3yclOBHYIO HEOOXOJUMOCTh HPOBEICHHS
HEOHATaJbHOIO CKPHUHUHIA, YTO IOATBEP)KAAETCS W AAHHBIM KIMHUYECKHM CIy4aeM, HYXKHO
IIOMHUTb U O BO3MOXXHOCTH JIOKHOIIOJIOKHUTEJIBHBIX PE3yJIbTaTOB, MIO3TOMY JAaHHbBIE CKPUHUHIA
HE00XO0IMMO IOJIBEPKIATh UCCIIEAOBAaHUEM YPOBHS COJIEPKaHUsI OPraHUYECKUX KUCIIOT B Moue - 3-
rugpokcun3oBaiepuanoBas kuciora (3-HIVA) u usoanepunrmiud (IVG) meromom razoBoi
XpoMaTtorpapuu-mMacc-ClieKTPOMETPUN U IOJHBIM CEKBEHHMPOBAEM S5K30Ma MAIMEHTa U YICHOB
cembu. [lpu u30BanmepuaHOBOI anmUaAEMUU HEOOXOAMMO KOHTpOJIUpoBaTh B nuHamuke TMC
aMUHOKMCIIOT 1 arpuikapHuTuHOB, KOC, aMmMHak KpoBH.

BbIBO/IbI

JU1e  AMAarHOCTHKM HW30BAJIEPUAHOBOM AalMIEMUU HAa PaHHUX CTaJuAX IPUMEHSETCS
pacUIMpPEHHBIA HEOHATAIBHBINA CKPUHUHT, IPOBEACHHBIM METOIOM TaHAEMHOM MacC-CIIEKTPOMETPUHN
IUI BbIsABJIEHUS u3oBajepwikapHUTHH (C5) B maTHaxX cyxod KpoBH. JIOKHOMONOXKHUTENbHBIE
pe3yJIbTaThl UCKIIIOYAIOTCS OINPEAEICHUEM OPraHMYEeCKUX KHUCIOT (3-THApPOKCHUU30BaJIEpHaHOBAs
kuciota (3-HIVA) u m3oanepunrnunua (IVG)) B Moue MeTo10M ra30Boi xpomarorpaduu-macc-
cnekTpoMeTpuu. Jlyig MOATBEPXkKAEHUS [UarHo3a W30BAJEPUAHOBOM alUJEMUM HEOOXOAUMO
IIPOBEJICHUE TOJIHOIO SK30MHOTO CEKBEHHpOBaHMA. [Ipy BbIABIEHUN M30BaJIEPUAHOBOM allMIAEMUN
HEOOXOIMMO Kak MOXHO Ooyiee paHHee Ha3HAYeHHWE TAPTeTHOW Tepamnuy, HAINpaBICHHOW Ha
UCKJIIOUYEHHE JIeHIIMHA M MEeIMKaMEHTO3HOe KOHBIOIMpPOBAaHUE H30Bajepui-kopepmeHta A. B
IuHaMHuKe HeoOxoauMo kKoHTposnpoBath TMC amuHoKkucioT U auuiakapHuTHHOB, KOC, amMmMmuak
KpoBH. Jl7Is1 yCTaHOBJIEHUS JAMArHo3a MEPBUYHOIO T'MIIOKOPTHIIM3MA HEOOXOIMMO OIpe/eeHue
ypoBHa AKTI, koprtuszona, kamuss u Harpus. [Ipu BBIIBIEHHM MEPBUYHOIO THUIIOKOPTUIU3MA
HEOO0XO/MMO HauyaThb IPOBEJEHHE 3aMECTUTENIbHOM TOpMOHAlIbHOM Tepanuu. B nuHamuke
Heo0xoauMo KOHTpoaupoBaTh ypoBeHb AKTI, kopTuzona, kaaust 1 HaTpUsL.
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