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MponuoHoBas auuaypus (MA) — ayTOCOMHO-peLlecCMBHOE Hac/IeiICTBEHHOE 3ab01eBaHe U3 rPy bl OPraHNYecKrX auuaypuii, obycnoBneH-
Hoe fedurumTom nponmoHun-KoA-kapbokcunasbl, NPUBOAALMM K HAPYLIEHVIO METab0NIM3Ma METUOHKHA, TPEOHWHA, BanviHa, U30MeiLrHa 1
XKMPHBIX KACIOT C HEYETHBIM YMCIIOM aTOMOB yrnepofa v xonectepuHa. HeoHatanbHaa ¢popma lNA MaHupecTrpyeT Ha 1-11 Heflene »uU3Hu,
XapaKTepu3yeTcA OCTPbIM HaYasioM 1 KPU30BbIM TEYEHVEM, KOTOPOE COMPOBOXAAETCA BbIPaXKEHHbIM METaboNMYeCK M aLyA030M, rMMnorv-
KemMuer, runepkeToHeMUel, runepaMmoHmemMmeil, 1 6e3 paHHeln [UarHOCTUKM 1 CBOEBPEMEHHOTO HasHauyeHus. [1pu oTCyTCTBMM CBOEBpe-
MEHHOW JMarHOCTUKM 1 NledeHns 3Ta dopma A oTnnyaetca 6biCTpbIM NporpeccupoBaHnem, GopMrUpPoBaHMEM HEBPONOTMYECKON CUMMTO-
MaTVKM BNJIOTb [JO COMOpa WM KOMbl, KOTOpble MOTYT NMPUBECTW K NeTanbHOMY ucxogy. [lo HelaBHEro BpemMeHy AMarHocTuka 3aboneBaHms
B Poccun ocyuiecTBnanach TonbKo NyTém CeNekTUBHOrO CKPUHUWHIA Mo $aKTy pa3BUTKA KIIMHUYECKON KapTuHbl 3abonesaHus. Mpn 3Tom fio
NoATBePXKAAoLLelN AVArHOCTUKN ledeHne HOCKIIO MLLb CUMNTOMAaTUYECKMIA XapaKTep, a MaToreHeTnyeckas Tepanus (HU3Kobenkosas gueta
C UCNONb30BaHUEM CMeLManmn3rpoBaHHbIX CMeceil) HasHauyanacb ToNbKO Noc/e NOATBEPKAEHNA AvarHo3a. B cuny 6bicTporo nporpeccrposa-
HYA 3a60/1eBaHVA 3TO YaCTO NPYBOAMIIO K MHBaNMAU3aLMM NaLNeHTOB [0 NOCTaHOBKM AnarHo3a. C 01.01.2023 ctapToBasia nporpaMma pac-
LIMPEHHOTO HEOHATANIbHOIO CKPUHWIHIA Ha BCeil TeppuTopun POccum, KOTOPbI OXBATbIBAET AMArHOCTUKY 36 3ab6oneBaHuii, BKoYas Hacnea-
CTBeHHble 601e3HM 0bMeHa, B ToM umcne [NA. Takum 06pa3om, CKOPOCTb BbIABIEHUA 1 KOIMUYECTBO BOSIbHbIX C AAaHHOI HO30/10TMel BO3pacTyT.
OpHako 0CBeJOMIEHHOCTb Bpayel 0 KINMHUYECKMX NPOABNIEHMAX U NPaBUIbHON TakTUKe BefeHUA 60nbHbIX ¢ MA ocTaéTca HeloCTaTOYHO.
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Propionic aciduria (PA) is an autosomal recessive hereditary disease from the group of organic aciduria, caused by a deficiency of propionyl-
CoA carboxylase, leading to impaired metabolism of methionine, threonine, valine, isoleucine, and fatty acids with an odd number of carbon
atoms and cholesterol. The neonatal form of PA manifests itself during the first week of life, is characterized by an acute onset and a crisis
course, which is accompanied by severe metabolic acidosis, hypoglycemia, hyperketonemia, hyperammonemia. Clinical symptoms are
dominated by neurological disorders up to stupor or coma, which can lead to death. Since 2023, expanded neonatal screening has been
introduced throughout the Russian Federation, which includes 36 groups of nosologies, as well as a number of hereditary metabolic diseases.
Despite the inclusion of this pathology in expanded neonatal screening, doctors’ awareness of clinical manifestations and necessary therapy
remains insufficient. Often such patients are diagnosed with, for example: hypoxic-ischemic damage to the central nervous system, acute
meningoencephalitis, and others, which leads to inadequate therapy with the development of fatal neurological consequences.

Therefore, the totality of knowledge and alertness of doctors regarding diseases from the group of hereditary metabolic diseases will help not
only to suspect this pathology in a timely manner, but also to prescribe adequate therapy in time, which in the future will make it possible to
prevent serious consequences and neurological disorders, as well as disability of patients.
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BBepgeHme

IMpormmonoBas amunypust (ITA; OMIM 606054) —
ayTOCOMHO-PELIECCUBHOE HACJeICTBEHHOE 3abojieBaHue
W3 TPYMIIbl OPTAHWYECKUX aAllUIYPUii, 00YCIOBIEHHOE Je-
dururoMiponroHu - KoA-kapOoKcuiassl, TPUBOISIIIUM
K HapyIIEeHUIO0 MeTaboIM3Ma He3aMEHUMBIX AaMUHOKUCIIOT
METUOHWHA, TPEOHWHA, BAJIMHA, U3OJEWIIMHA, XUPHBIX
KUCJIOT C HEYETHBIM YKCJIOM aTOMOB YIJIEPOJa U XOJIeCTe-
puHa'. PacnipoctpanénHoctb [1A B Poccru He u3BecTHa,
B ctpaHax EBponier — 1: 100 000, B CILIA — 1:272 741 [1].

ITaTorenes 3abo1eBaHuUs CBSI3aH C HAKOTUIEHUEM aHO-
MaJIbHBIX METabOJUTOB — MPOU3BOIHBIX MPOMUOHOBOM
KUCJIOThI BCJIEACTBUE OJIOKUPOBAHUS METAOOIMYECKOTO
MyTU Ha ypoBHE mepexona nmponuoHun-KoA B metwima-
noHmn-KoA (puc. 1). IMpemmectBeHHnkamu 50% o06iie-
TO KOJIMYECTBA MPOMUOHATOB B OPTAaHU3ME CITyKaT aMU-
HOKUCJIOTBHI M30JIEHIINH, BaJIUH, TPEOHUH W METUOHUH,
XKWPHBIE KUCJIOTHI C HEYETHBIM YUCIIOM aTOMOB yIJiepoia
u xonectepuH (25%); octanbHast 4YacTh MPOIMMOHATOB 00-
pasyeTcs B KAIIIEYHUKE B PE3YJIbTaTe XU3HENAESITEIbHOCTH
9HIOT€HHOI MUKPOOUOTHI |2, 3].

HakornieHne opraHUYecKux KUCIOT (ITPOMUOHOBOM,
TUAPOKCUTIPOTIMOHOBOM, METWIJIMMOHHOW W 1p.) BEOET
K TSKEJIOMY METa00JIUYECKOMY KEeTOAIMA03y, BTOPUYHOMN
TUTIEPAMMOHUEMUM, TUIMEPIIMIUHEMUU, TUMONIUKE-
muu. [TOBBIIIEHHBII YPOBEHb B KPOBU U BBICOKAS MOYEY-
Hasl 9KCKpelus MPONMUOHWIKAPHUTAHA OOYCJIOBIUBAIOT
HCTOIIEHME 3aI1aCOB KADHUTUHA U €r0 BTOPUYHBIN Aedu-
ut [1]. 3abosieBaHME OTHOCUTCS K HACJIeACTBEHHBIM 00-
JIe3HSIM 0OOMeHa BEIlleCTB UHTOKCUKALIMOHHOTO TUTIA.

Paznuuarotr nBe kimHudeckue Gopmel [TA B 3aBucH-
MOCTH OT CPOKOB MaHU(ECTALINU U TSKECTU MPOSBICHUMN,
YTO CBSI3aHO CO CTETIEHbIO BBIPAXEHHOCTU MeTaboanye-
cKoro aedekra — HEOHATAIbHYI0O U MJIAIEHUYECKYIO (MUIu
MO3IHIOND).

HeonaraneHas dpopma [1A manudectupyet Ha 1-1if He-
Jiesie XU3HU U XapaKTePU3YeTCsl OCTPBIM KPU3OBBIM TeYe-
HueM. MeTaboinyecKkoMy Kpu3y MOTYT MpEeAIIeCTBOBATh
OTKa3 OT €llbl, CPBITUBAHUSI, PBOTA, MOTEPS. MACCHI TeJla
W TpU3HAKNA 00e3BOXMBAHWUS, OTMeualoTcss AuddysHas
MBbIIIIEYHAsI TUMOTOHUS, Turnorepmus. J[ocTaTO4YHO ObI-
CTPO MOTYT PA3BUTBHCS CYIOPOTH, HAPYUIEHUE CO3HAHWUS
BIUIOTH IO COMTOPA U KOMBI C BBICOKMM PUCKOM JIETAIbHOTO
ucxona. [Ipu mabopatopHOM KCCIENOBAHUU BBISBIISIOTCS
TUTIOTJIMKEMUSI, BBIPAXKEHHBIN METa0OIMIeCKUI alnmos,
TUTIEpKETOHEMUS, TUiepaMMoHueMus [3].

Y GosbmvHcTBa manueHToB ¢ [IA mocne mepBoro
TMePEeHECEHHOTO KpU3a BBISIBISETCS 3alepxka (usnye-
CKOTO U TICUXOMOTOPHOTO Pa3BUTUSI, YACTBIMU HEBPOJIO-
TUYECKUMU CUMIITOMAMM SIBJISTIOTCSI 9KCTpanmupaMuaHbIe
paccTpoiicTBa (Xopesi, TpeMOp, TUKU, OaIU3M U [Ip.),

BO3MOXHBI MHCYJIBTONOMOOHBIE 31130abl. Y 50% nereit
pa3BUBACTCSl JIMWICTICUS C TPUCTYIaMU B BUAC TOHM-
KO-KJIOHMYECKUX Cynopor, Muokyionuid. ¥ 20—30% naumn-
€HTOB HAOJIOIAeTCs TUJIaTAllMOHHAS WIM TUTIepTpodude-
ckas Kapauomuornartus. Yacto Ha ¢hoHe IIUTEIbHOTO T0-
BpeXXIAEHUSI MOYeK, OOYCIOBJIEHHOr0 MeTabOIMYEeCKUMU
HapylIeHUSIMH, Y maiiueHToB ¢ [1A pa3BuBaeTcs XpOHIYE-
CKMIi TYOYJIOMHTEPCTULIMAIBHEIN HeDpuT [4, 5].

Jlo HemaBHEro BpeMEHM AUarHOCTHMKa 3ab0oJieBaHUS
B Poccum ocyiecTBisiach TONBKO ITYTEM CEJICKTHUBHO-
IO CKpMHUHTA MO (haKTy Pa3BUTUS KIMHUIECKON KapTH-
HBI 3200JIeBaHNS 1 OblJIa OCHOBaHA HA TeHEAJIOTUICCKOM
1 aHAMHECTHMYECKOM METO/IaX, OLIEHKE KITMHUIECKUX TTPO-
SIBICHUII U PE3yJIbTaTOB OMOXMMUYECKUX MCCICAOBAHUI
(ompeneneHne KOHIIEHTPAIIUY aMUHOKMCIIOT 1 allWIKap-
HUTUHOB B CYXMX ITSITHaX KPOBH, a TaKKe KOHIICHTPaILlU
OpPraHMYeCKNX KUCJIOT B MOUE) ¢ TOCIeAYIoNIei Bepudu-
KalMeil TMarHo3a MeTOIaMM MOJIEKYISIPHO-TEeHETUIECKOM
MUATHOCTUKU. [Ipn 3TOM 1O MOATBEPXAAIOLIEH AUATrHO-
CTUKM JIeYeHNEe HOCHUJIO JIUIIh CUMITTOMAaTUYECKII XapaK-
Tep, a MaTOreHeTUIecKas Tepamnus B BUIC HU3KOOETKOBOM
IHUETHI C MCTIOJIb30BAHMEM CITeIINAIN3POBAHHBIX CMECei
Ha3HAYaJIach TOJBKO ITOCTIE TTOIYICHUSI PE3YIhTaTOB MO-
JIEKYJISIPHO-TE€HETUUECKOM AUarHocTuku. B cuny ObIcTpo-
T'O IIPOTPECCUPOBAHMS 3a00JI€BaHMSI 3TO YACTO IMTPUBOIIIIO
K MTHBAIMAN3AINN ITAIIMEHTOB M0 MOCTAHOBKU JMArHO3a.

C 01.01.2023 TIA BkIIOYEHA B MPOTpaMMy pacIliu-
PEHHOTO HEOHATAJIbHOTO CKPWUHHMHTA, B paMKax KOTO-
pOli MMArHOCTHMKA 3a00JIEBaHMSI TIPOBOIUTCS C TIEPBBIX
JIHEW XW3HU METOAOM TAHIEMHOW MacC-CIIEKTPOMETPUMU,
BKJII0YAs IOOTBEPXKAAIOLIYIO AMATHOCTUKY?. DTO I03BO-
JINT CBOEBPEMEHHO HA3HAYMTH MATOTEHETUUYECKYIO Tepa-
IM1I0, JOCTUYh CHIDKEHHUS 00pa30BaHUS IIPOIMOHATOB,
MIPeAYIIPEANTh Pa3BUTUE TUIIOTJIMKEMHUU, KETOallMIo3a,
TUIIepaMMOHMEMHUN Ha CaMbIX PaHHHUX 3Tamax 3a0ojieBa-
HUS U IIPEIOTBPATUTH IPydoOe MopaXkeHne TKaHEeil TOJIOB-
HOTO MO3Ta I BHYTPEHHUX OPraHOB, B TOM YMCIIe (hOPMHU-
pOBaHME XPOHUYECKOM MOYEYHOM HENOCTATOUYHOCTH.

OnuncaHne KNNMHNYECKOTO ciyydan

B naHHOl nmyGiuKanyMu NpeacTaBeHO KJIMHUYECKOE
HaOoAeHNe MajbunKa B Bo3pacte 1 rox 3 mec ¢ I1A, 3a-
TOI03PEHHON 1 TMAarHOCTUPOBAHHOM B TPYITHOM BO3pacTe
HaKaHyHe CTapTa IIpOorpaMMbl pacIIMPeHHOTO HEOHATAIb-
HOTO CKpMHUHTA.

B anamHe3e XX13HM TallMeHTa OTCYTCTBYIOT YKa3aHUS
Ha (aKTOpPhl pUCKa KaKMUX-JIMOO HaCJIeICTBEHHBIX 3a00Jie-
BaHUii. B ceMbe ecTh cTapinii 3M0pOBLIi peOEHOK 4 JIeT.
IMTamueHnT oT 2-i1 6epeMeHHOCTH, MpOoTeKaBIllIeil 6e3 oco-
OCHHOCTEl, 2-X €CTECTBEHHBIX CPOYHBIX POJOB, Macca
npu poxaenuun 4200 r, mmHa 56 cM, OLIEHKA IO IIKae
Arrap 8/9 6aiioB, ¢ poXIEeHUs HAXOMWJICSI Ha T'PyTHOM

'KnuHnyeckune pekomeHgaumm «pyrue Bugbl HapyLleHns obMeHa aMUHOKMCIIOT € pa3BeTBNeHHOW Lenbio (MponroHoBas aunaemusa/aumnaypus)» (y18. Mu-
HUCTEPCTBOM 3apaBooxpaHeruns PO, 2021 r.). URL: https://cr.minzdrav.gov.ru/recomend/681_1
“Mpuka3 MyuHucTepcTBa 3apaBooxpaHeHmns Poccuinckon Oepepanmm ot 21.04.2022 N2 274H «O6 yTBepkaeHUN MopagKa okasaHUA MegULHCKON nomoLLu

naumneHTam C BPOXKAEHHbIMU 1 (Mn) HacNeACTBEHHbIMM 3a601eBaHNAMUY.
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KnuHunuyeckne cnyyan

Pannon 6osbHOrO
Patient's diet

W3zoneiinuH | Isoleucine

Metnonus | Methionine

Tpeonun | Threonine

JKupabie kucnoTsl ¢ Heu€THbIM ynciioMm C-atomoB | Fatty acids with an
odd number of carbon atoms

Uz6wTok [THXKK | Excess PUFA

IMponnonun-KoA
Prop%onyl—CoA
|

L-merrnmanonnin-KoA
L-methylmalonyl-CoA

Cyxkiuann-KoA
Succinyl-CoA

IMpormonun-KoA- \
KapOoKcuaza \

Propionyl-CoA-carboxylase \

* buotus | Biotin

T
I
|
|
I
[}
|
|
[}
[}
|
|
[}
[}
|
i

v IIponronoBas kuciaora

Propionic acid

Metunmanonmin-KoA-myraza

Methylmalonyl-CoA-mutase
Hukn Kpebea
* Krebs cycle
\
AN AneHo3uin-kodasaMuH

P Adenosyl-cobalamin

MeTunManoHoBas KUCIOTa
Methylmalonic acid

L-kapHUTHH

.. IIponnoHuI-KapHUTHH
L-carnitine

Propionyl-carnitine

.

DKCKpenus ¢

MOYOK
Urinary
excretion

Puc. 1. Cxema meTabonuuecknx HapyweHuii npu MA.

Mponuonun-KoA-kapboKcrnasa KaTanunsvpyeT npespalieHmne nponunoHun-KoA B metunmanoHmn-KoA, KotTopbiid BCTynaeT B Lnkn Kpebca yepes cyk-
UmHWUN-KoA. VICTOUHMKM NponunoHaTa: BanH, U30NeLVIH, TPEOHWH, METUOHVIH, XMPHble KCIOTbI C HEYETHO Lienbio U xonectepuH. leduuyut nponwuo-
Hun-KoA-Kkapbokcunasbl nprBoanT K MA 1 HakonneHuto 3-OH nponrnoHaTta, MeTUnLMTpaTa 1 MnuuHa cpeam Apyrmx metabonutos. Mponunonun-KoA-kap-
60KCUNasa, pacnonoXKeHHasa BHyTPU MUTOXOHAPWM, NpefCTaBnAeT cobon retepogoaekamep (a636), coctoawmin 13 6 a-cydobeanHuL, 1 6 B-cyobeguHumL,.
BroTuH, 6rkapboHaT 1 aaeHO3UHTPrPOCHOpPHasA KNCIIOTa UMEIOT CaliTbl CBA3bIBaHWA B a-CyobeanHuLe. B-CybbeanHuLibl 06pasyloT LeHTpasibHoe AAPO.

Fig. 1. Scheme of the metabolic disorders in propionic aciduria.

Propionyl-CoA carboxylase catalyzes the conversion of propionyl-CoA to methylmalonyl-CoA, which enters the Krebs cycle via succinyl-CoA. Sources of
propionate include: valine, isoleucine, threonine, methionine, odd chain fatty acids, and cholesterol. PCC deficiency results in propionic acidemia (PA), and
accumulation of 3-OH propionate, methyl citrate and glycine among other metabolites. The PCC, located within the mitochondrion, is a heterododecamer
(0636) composed of six a-subunits and six B-subunits. Biotin, bicarbonate and ATP have binding sites in the a-subunit. -subunits form the central core.

BckapmimBaHuu. Ha 3-u cyTKu cOCTOsSTHE HOBOPOXKIEH -
HOTO YXYIOUIMJIOCH 3a CYUET OOMJIbHBIX CPHITMBAHUU, yda-
IEHHOIO CTyjlda, CUMIITOMOB YIHETEHUs IEHTPaJIbHOM
HEPBHOM CHCTEMBbI, IOSBUIMCh MKTEPUIHOCTh KOXHBIX
MOKPOBOB, MaTosiornyeckasl yobuib Macchl Tena. Ha 13-e
CYTKM B CBSI3M C Pa3BUTHEM JbIXaTeIbHON HEAOCTATOYHO-
CTU, YTHETEHUEM CO3HaHUSI BIUIOTh 1O KOMBI IMallMeHT ObLIT
NepeBei€éH B peaHMMAallMOHHOE OTAeJeHMe, TIe BIEPBbIC
BbISIBJIEHbI TurnepaMmoHuemus (1315 MKMosb/a1) U THU-
nornvkemus (2,0 MMosb/1). YpoBeHb aMMUaKa B BEHO3-
Hol KpoBH (Tada. 1) ObUT omnpeneiéH Ha CTallMOHAPHOM
OMOXMMUYECKOM aHaju3arope, pedepeHCHbIe 3HauYeHUsI
Jnabopatopur — 9—47 MKMOoJIb/1. Pe6EHOK ObLT MPOKOH-

Clinical cases

CYJIbTUPOBAaH T€HETUKOM, Tepell HadyaJloM MH(pY3UOHHOM
Tepanuu ObLIY B3SIThl aHAJIM3bl KPOBU (TECT OJ1aHK) U MO-
yn. OOpa3slibl ObLIU OTIPaBIeHbl HA JUATHOCTUKY B J1a00-
patoputo MegumHcKoi reHoMukun PTAY «<HMULI 3m0-
poBbs Aeteit» MuH3apaBa Poccun B pamkax mporpaMmbl
CEeJIEKTUBHOTO CKPUHMHTA.

B teueHue 4 cyT peOEHOK HAXOAUJICSI HA MCKYCCTBEH-
HOI BEHTUJISILIMU JIETKUX, TTOTyJall MapeHTepaibHOE MUTa-
HUe 13 pacuéra obuiero 6eska — 1 r/Kr B CyTKM, UHDY-
3MOHHYIO M aHTHOaKTepuaibHylo Tepanuio. Heitpomera-
Oosimyeckoe JieueHe BKIoJao ssHTapHyto kuciaoty 100 T,
HukotuHamua 10 r, pubokcuH (nHo3uH) 20 r, pudodaa-
BUHa ocdat HaTpus (pudodaaBuH) 2 1. Ha poHe MHTEH-
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KnnHnueckne cnyyan

Ta6bnuua 1. lIuHaMnKa KOHLEHTPaLUM aMmMuaKa KpoBM
Table 1. Dynamics of blood ammonia concentration

[Tokazarenn = = = = = Q
Indicator S S S S S IS5
5 g = = = g
2 o N & = &
Ammuak, mkmoni/n - 1315 114.6 50 49.5 46.5 42
Ammonia, umol/L
JlakTar, MMOJIB/IT — 3.27 1.54 3.34 3.06 2.43

Lactate, mmol/L

CUBHOM Tepanuu COCTOsSTHUE peOEHKA MOCTENIEHHO CTabu-
JIM3UPOBAJIOCH, TTOKa3aTeJM aMMuaka CHUBWINCH 0 pe-
(bepeHCHBIX 3HAUYCHU.

MeTonoM TaHAEMHOM Macc-CIIeKTPOMETPUN ObLIN
orpeeieHbl KOHIIEHTPAIM aMUHOKUCIIOT U alliJIKapHU -
TUHOB B CYXMX IITHaX KPOBU, a TAKXKE BBIMOJTHEHO UCCIIe-
JIOBAaHUE CIIEKTpa OPraHUYECKUX KHUCJIOT MOYM METOI0M
ra3oBoil xpomarorpauu ¢ Macc-CIeKTPOMETPUYEeCKUM
JIeTeKTUpoBaHeM. BKpoB1 0OHapyKeHO MOBBIIIIEHUE KOH-
LeHTpauuu ajanuHa (963,5 Mmkmoub/i), muiuHa (1779,1
MKMOJIb/J), JelinHa/u3oneiinuua (408,1 MKMoab/),
BasinHa (443,8 MKMOJIb/J1) U NMponuoHwikapHutuHa C3
(15,310 mxmoJib/i1) (Tada. 2). B Move ObLIO BBISIBIIEHO yBeE-
JIMYeHWe KOHIIEHTpaluu 3TwiMaioHoBoi (132,4 MmM/M
KpeaTMHUHa), cyoepuHoBoil (75,2 MM/M KpeaTuHUHA)
¥ MOJIOYHOM KucaoT (251,9 MM /M kpeatnHnHa) (Ta0.1. 3).
DTH pe3yJIbTaThl C BHICOKOI BEPOSITHOCTBIO MTO3BOJIMIIN 3a-
noao3puth [TA.

IMonTBep:knaoiiasi MOJIEeKyJISIpHO-TeHETUYeCKasl 1a-
THOCTHMKA ObljIa BHITIOJIHEHA METOIOM BBICOKOITPOU3BOIM -
TEJIbHOTO CEKBEHUPOBAHUSI ITyTEM aHaIM3a TapTeTHBIX 00-
JIACTeil TeHOB, MyTallMM B KOTOPBIX IMPUBOISAT K PA3BUTHIO
HacJeICTBEHHbIX OoJie3Hell oOMeHa.

B sk3o0He 16 rena PCCB (OMIM 232050) BbIsIBJICH Hy-
KJI€OTUIOHBI BapuaHT c. 1600C>T (chr3:136048788C>T:
NM _001178014.1; rs749908889) B TreTepo3UroTHOM CO-
CTOSIHWM, TIPUBOMSIIMI K TPEXIEBPEMEHHOM TepMU-
HallMW TpaHCISALUU p.R534*, omucaHHbIE B KOHTPOJIb-
Hoii BbIOOpKe gnomAD, v. 2.1.1 ¢ yacroroit 0,0007%.
B sk3oHe 16 reHa PCCB BbIsSIBIIEH HYKJICOTUIHBIN Bapu-
aHT . 1666A>G (chr3:136048854A>G; NM _001178014.1;
15202247823) B reTepO3UIOTHOM COCTOSIHUU, MPUBOASILIMI
K aMUHOKWCIIOTHOMY BapraHTy p. N556 D, oncaHHBIi B KOH-
TPOJIbHOI BEIOOPKE gnomAD, v. 2.1.1 ¢ yacrotoii 0,0025%.
HykieotuiHble BApMAHTbI ONTMCAHbBI KaK TATOTEHHBIE B MEX-
nyHaponHoit 6aze HGMD professional, v. 2021.2 y nauueH-
T0B ¢ ITA. MonekynsapHO-reHeThdeckoe o0cieoBaHKe Po-
nuteneit, mpoBenéHHoe B ®I'BHY «Meanko-reHeTHIecKMiA
HayuyHbIil neHTp uM. akan. H.I1. boukoBa», mokasasno, 4To
MaTh SIBIIIETCST HocuTelleM BapuanTa c./600C>T, p.R534*
B T€TEPO3UTOTHOM COCTOSIHUU, @ OTeIl M CTaplIuii OpaT Mpo-
GaHma — HocuTeNn BapuaHTa c. 1666A>G, p.N556D.

ITo pexomenpaumsm crienuanuctoB @AY «HMUILI
310pOBbs AeTeli» MuH3apaBa Poccuu (TenemeauimHcekas
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KOHCYJIbTallMs1) 0OJIbHOMY ObIJIO CKOPPEKTUPOBAHO Jieue-
HUE: Tepexo/ C MapeHTePabHOrO MUTaHUS Ha crenua-
JusupoBaHHyto cMech (Hytpuren 14 -met, -tre, -val, -ile,
3A0 «MHdanpum») B cOUeTaHUU CO CLEXKEHHBIM TPYI-
HBIM MOJIOKOM (COOTHOILIEHME OesiKa CrelMaaiu3upoBaH-
HOTro MPOAYKTa U rpyaHoro mMojoka 1 : 1), mponoykeHue
nHpy3un 10% TII0KO3bI, YBETMYESHUE H03bI JIEBOKAPHUTH -
Ha 151 TpuéMa BHYTpPb 10 100 MI/KT B CYTKH.

B BO3pacTe 3 Mec peOEHOK BiepBble ObLT FOCTIUTANIM -
3UPOBaH B OTIEJI€HUE TCUXOHEBPOJOIMU U TCUXOCOMa-
trueckoi marojornn ®TAY «HMMUIL 3moposbs neteii»
MunsznpaBa Poccuu. B HeBpojormyeckom craTtyce Mpu
MOCTYIUIEHUM OTMeyaslach MO3UTUMBHAs peakiyds Ha OcC-
MOTp, BbIpaXKaBIIasiCsl KOMIUIEKCOM OXUBJEHUSI, YJbIO-
Koii. Pe6EHOK xopo11o ¢hUKCUpOBas B3NS, TTPOCIEKUBAT
3a UTpYIIKOM, muddepeHIpoBal CBOUX,/JyXXKUX, TYJIUI.
B nBurarenbHoil cdhepe: 00bEM aKTUBHBIX U MACCUBHBIX
JIBVKEHUN OBbLT MOJHBIM, 3adUKCUpoBaHbl Auddy3Has
MBbIILIEYHAs] TUIOTOHUS, 3aAepkKa (DOPMUPOBAHUS MO-
TOPHBIX HaBBIKOB: HEMPOJOKUTEIbHO YIEPKUBaJ T0JI0-
BY, ITOBOpauuBaJIcsl Ha O0K. JIpyrux OTKIOHEHU He ObLIO.

IMauueHT mnpomo/kan TMoayvyaTb IMETOTEpaIluio,
BKJIIOYAIOIILYIO CIEeLIMATU3MPOBAHHYI0O CMECh Ha OCHOBE
KpUcCTaUIMYecKuX L-aMUHOKUCIOT ¢ MCKJIOYEHUEM Ia-
TOT€HETUYECKN 3HAUYMMBbIX aMMHOKHUCIOT (M30JeinHa,
METUOHWHA, TPEOHWHA 1 BaJlMHA) B PEXXUMeE YaCThIX 1PO0O-
HbIX KOPMJIEHUII 0€3 HOYHOTrO MepephiBa, JIEBOKAPHUTUH
U MeTpoHuaasod. Bo BpeMs rocnutanuzanuu Oblia pe-
KOMEH/JIOBaHA Teparusli KapriyMOBOW KHWCJIOTOW M3 pac-
yéta 100 Mr/Kr B CyTKU TS MONAEPXKaHUSI HOPMaJTbHOTO
YPOBHSI aMMMaKa KpoBu. B cBsi3u co cToiikoii aHeMueit,
xapaktepHoit nast [TA, moMuMo TipenaparoB keje3a pe-
OEHKY ObLT Ha3HAUEH PUTPOITOITUH.

Ha ¢oHe neyeHus ypoBeHb aMMMaKa B CHIBOPOTKE
KPOBHU OCTaBaJICsl CTAOWJIbHBIM B Tpenesax pechepeHCHbIX
3HaueHU i (46—90 MKMOJIB/IT).

B pesynbTaTe MOBTOPHOIO MCCJIENOBAHUS CIEKTpa
AMUHOKMUCJIOT U allWIKAPHUTUHOB Ha (hOHE JIeYeHUST OT-
MeueHa TOJOXUTeJbHas IMHAMUKa, CHUXKEeHWE KOHLEH-
TpaluMii BaJIMHA W ajaHWHA 10 HOPMAaJIbHbIX 3HAYEHWH,
KOHIIeHTpauus mokasatesss C3 — 25,41 MKMoOJIb/ .

C 4 1o 10 Mec pedbEHOK HaxoauJICs oA HAOI0AeHUEM
Bpauel Mo MecTy XUTeJbcTBa. B Bo3pacte 5 Mec MHULIM-
HMpOBaHa Tepanus KaprjyMOBOil KMCIOTOM.
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KnuHunuyeckne cnyyam

Ta6nv||.|,a 2. KouueHTpauvm AMUHOKMNCNOT N aIKaPHUTUHOB B CYXUX NATHAX KpoBuU

Table 2. The concentration of amino acids and acylcarnitines in dried blood spots

Pe3yanaT I/ICC]ICI[OBaHI/IH, MKMOJII)/JI PC(i)epCHCHLIﬁ PIHTCpBaJI,
IMokaszaTens Result of the study, umol/L MKMOJIb/JT
psOr 1007200 (epmuutul g0y 2505202 (Moenguional g g ypy SN
Ala 963.5 371.13 1734.2 552.3 127.3—805.1
Arg 32.1 27.28 32.6 18.4 1.0—-112.1
Glu 335.3 650.52 216.2 171.8 101.5—440.8
Asp 57.0 10 996.1 90.6 3.7-234.5
Gly 1779.1 650.52 1014.7 964.0 105.8—830.9
Leu/Ile 408.1 84.11 116.1 68.6 55.4-327.8
Met 45.8 87.78 22.2 20.0 4.8—70.8
Phe 52.1 43.68 62.1 394 8.8—120.7
Tyr 49.0 87.78 68.0 61.1 19.5—-192.4
Val 443.8 27.47 67.4 33.8 37.4—-370.7
Orn 166.4 56.76 72.1 35.3 1.9—-199.5
Cit 40.0 22.00 26.4 31.1 3.5—60.6
C0 4.1 9.07 31.5 16.2 9.2—-86.2
C2 14.4 8.91 59.0 41.7 3.7-87.7
C3 15.310 25.41 61.294 30.112 0.300—5.798
C40H 0.420 0.06 0.342 0.161 0—0.590
C4 0.639 0.24 1.139 0.396 0—0.982
C4DC 0.363 0.12 0.635 0.251 0—1.617
C50H 0.340 0.02 0.369 0.333 0—0.681
C5 0.108 1 0.663 0.317 0—0.881
C5DC 0.235 0.12 0.154 0.118 0—0.269
C60H 0.203 0.12 0.210 0.084 0—-0.210
C6 0.363 0.06 0.154 0.066 0—0.367
C8 0.167 0.04 0.070 0.054 0—0.399
C8:1 0.354 0.07 0.151 0.029 0—0.385
Cl10 0.170 0.05 0.063 0.001 0-0.397
C10:1 0.036 0.03 0.128 0.104 0—-0.325
C10:2 0.163 0 0.136 0.043 0—0.181
C12 0.313 0.04 0.218 0.218 0—-0.413
Cl12:1 0.063 0.02 0.044 0.095 0—0.301
CI120H 0.071 0.04 0.005 0.024 0—0.089
Cl12:10H 0.029 0.027 0.003 0.006 0—0.463
Cl4 0.025 0.09 0.453 0.238 0—0.456
Cl4:1 0.048 0.51 0.047 0.127 0—0.328
Cl14:2 0.012 0.01 0.058 0.053 0—0.266
C140H 0.117 0 0.001 0.016 0—0.120
Cl4:10H 0.041 0.035 0.001 0.009 0—-0.215
Cl6 0.990 0.82 2.129 0.855 0.250—2.997
Cl6:1 0.086 0.04 0.026 0.048 0—-0.311
C160H 0.057 0.01 0.001 0.003 0—0.165
C16:10H 0.024 0.03 0.015 0.014 0—0.165
Cl18 0.315 0.32 0.999 0.506 0.170—1.665
C18:1 0.320 0.99 2.090 0.980 0.230—2.522
Cl18:2 0.101 0.25 0.704 0.381 0—1.090
C180H 0.105 0.17 0.028 0.021 0—0.167
C18:10H 0.010 0.01 0.014 0.075 0—-0.171
C18:20H 0.016 0.018 0.001 0.003 0—-0.211
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KnnHnueckne cnyyan

Ta6nuua 3. ccnepoBaHme cnekTpa opraHN4ecknx KNCIoT Mo4m
Table 3. Study of the spectrum of organic acids in urine

3nauenue, MM/M KpeaTuHMHA PedepeHcHbIE
Value, mM/M creatinine nokasatenu, MM/M
[Mokazarens THH’HHa
Indicator 25.05.2022 (mocTKpH30- R ’lipea |
19.07.2021  11.11.2021 BBIil epro | post-crisis 10.10.2022 glerence values,
. mM/M creatinine
period)
4-TuapokcudeHWINMUPOBUHOrPAJHAS KUCI0TA 4.3 2.5 1 2.6 <16
4-Hydroxyphenylpyruvic acid
2-Kerto-3-MeTuinBajiepraHoBasi KMCJIOTa 1.3 0.7 0.2 0.7 <2
2-Keto-3-methylvaleric acid
2-KeTtonszokanpoHoBasi KUCIOTa 1.9 1.0 0.4 1 <2
2-Ketoisocaproic acid
2-KeTtoagunuHoBas KUCI0Ta 1.6 0.1 0.6 0.8 <12
2-Ketoadipic acid
2-KeTornyrapoBast KUCIOTa 10.5 0.4 7.1 3.2 < 150
2-Ketoglutaric acid
3-OeHUITMPOBUHOTPATHAST KUCIOTA 2.2 1.3 0.5 1.3 <3
3-Phenylpyruvic acid
ITupoBuHOrpagHas KUcioTa 1.1 0.1 2 0.3 <20
Pyruvic acid
OKCOyKCYyCHasl KucjioTa 0.1 0.1 0.2 0.1 <5
Glyoxylic acid
yuc-AKOHUTOBAS KHCJIOTa 2.9 14.5 26.2 5.8 <60
cis-Aconitic acid
AIVIIMHOBAS KUCJIOTA 6.0 11.6 68 6.2 <150
Adipic acid
SA6104yHas KucioTa 9.8 9.8 84 4.8 <10
Malic acid
MeTtuisiHTapHasi KUCJIoTa 1.1 1.1 3.1 1.2 <5
Methylsuccinic
MeTuiManoHoBasi KUCI0Ta 4.5 0.1 0.3 0.1 <5

Methylsuccinic acid

Kamnpuiosas kuciora 4.1 2.6 0.9 2.8 <5
Octanoic

OpoToBast KUCJIOTa 4.8 1.7 2.1 1.5 <5
Orotic acid

2-T'uapokcudeHIyKyCcHas KUCIOTa 4.5 1.9 2.1 2.3 <5
2-Hydroxyphenylacetic acid

MajtoHoBast KUCI0Ta 4.6 0.1 0.1 0.1 <5
Malonic acid

SIHTapHas KucioTa 1.6 48.6 44.4 1.1 <50
Succinic acid

JIumonHas Kucmora 2.2 454.4 766.9 276.8 <800
Citric acid

DTUIMAJIOHOBAs KUCJIOTa 132.4 0.1 0.1 0.1 <10
Ethylmalonic acid

DymapoBasi KUCIIOTa 4.9 4.5 40.8 2.9 <5

Fumaric acid

I'myrapoBas kuciaora 3.9 1.6 3.9 0.5 <5
Glutaric acid

T'omoreHTM3MHOBAsI KUCIOTA 0.5 0.2 1.1 0.1 <5
Homogentisic acid

3-T'uapokcu-3-MeTUITIyTapoBasi KUCJI0Ta 3.7 0.3 3.6 0.1 <15
3-Hydroxy-3-methylglutaric acid

IIpodonncenue maoa. 3 cm. a cmp. 111.
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KnuHunuyeckne cnyyan

3HaueHue, MM /M KpeaTuHUHA PedepeHcHble
Value, mM/M creatinine rnokasarean, MM/M
TTokazarenb < eaTI/II-;I/IHa
Indicator 25.05.2022 (mocTKpM30- R fp :
19.07.2021  11.11.2021  Bbiit nepuon | post-crisis ~ 10.10.2022 e VAtES,
. mM/M creatinine
period)
3-T'uapokcuriyTapoBast KUCIOTa 0.1 11 0.1 <12
3-Hydroxyglutaric acid
2-T'MapoKCcUMU30BaIEpPUAHOBAsT KUCIOTA 0.9 0.5 0.2 <3
2-Hydroxyisovaleric acid
3-Tunpokcun3soBajgepruaHoOBasi KUCIOTa 12.2 7.8 3.2 <45
3-Hydroxyisovaleric acid
CebalrHOBasi KUCI0Ta 7.8 2.2 0.1 <8
Sebacic acid
CybepuHOBasi KHCIIOTa 75.2 7.7 1 <12
Suberic acid
N-anernnacnapraTUKOBasi KUCIOTa 36.8 44.8 23.3 <45
N-Acetylaspartic acid
5-OKCOMnpoJvH 0.1 31.2 0.1 <70
5-Oxoproline
N-TIpONTMOHWIT IUIIUH 0.1 1.8 0.1 <2
N-propionylglycine
3-TunpokcumMacisiHasi KUCJIoTa 0.1 1.3 0.1 <5
3-Hydroxybutyric acid
I'nukonesast KuciaoTa 8.0 18.9 13.8 <100
Glycolic acid
4-T'unpokcudeHus yKycHast KUcjioTa 9.7 25.5 22.5 < 80
4-Hydroxyphenylacetic acid
3-DeHnayKCycHast KUCIIOTa 1.0 0.4 0.7 <5
3-Phenyllactic acid
MeBajioHOBasi KMCI0Ta 0.1 0.1 0.1 <15
Mevalonic acid
MosnouHast KucioTa 251 34.5 29.8 <40

Lactic acid

3a maHHBIM nepuoa pedbEHOK MepeHEc nBa MeTaboIM-
YECKUX KpHU3a CPeIHEeN CTeNIeHM TSKeCTH Ha (poHe TIpope-
3bIBaHUS 3yOOB M OCTPOM PECIUpPaTOPHO-BUPYCHOM MH-
(exnm, KOTopble ynaaoch KyIUpoBaTh C MMOMOIIbIO MH-
(y3noHHOI Tepanuu, peaHWMAllMOHHBIX MEpPONPUSTUI
He OTPebOoBaIOCh.

B BospacTe 8 Mmec B aMMHOKUCIIOTHOM CIIEKTPE KPOBU
BBISIBJICHO CHIDKEHUE YPOBHSI BaJlMHA HUKE pehepeHCHBIX
3HaueHU. BanuH sIBisieTcss He3aMeHMMOM aMHHOKHUCIIO-
TOI, €ro HU3KOe CoNIepKaHMe MOXET IMPUBECTH K YMEHb-
IIEHUIO MBIIIEYHON MacChl, OCJIa0JICHUI0 MMMYHUTETA,
HapylIeHUIO CHa, IEepMaTUTy U 3adepxke pocrta [3, 5],
B CBSI3U C €r0 CHIKEHUEM B ChIBOPOTKE KPOBM MallMeHTa
ObLI HAa3HAYEH MOHOITPEeIapaT aMMHOKHCIIOTHI BaJIMH B Cy-
TO4YHOI 103¢e 420 MT.

B 10 Mec pebGEHOK OBLIT TTOBTOPHO TOCITUTATU3NPOBAH
B ®T'AY «HMMUII 3n0poBbs aereii» Munsapaba Poccun.
B HeBposornyeckoM cratyce oTMevanaach MoJOXKUTEIbHAS

Clinical cases

JMHAMUKAa B MOTOPDHOM M IICHXO-IIPEIPEYEBOM pPa3BH-
TUM: B 3KCIIPECCUBHOI peYM MOSIBUJIMCh aKTUBHBII JIEIIEeT
U CJIOTH, CTajl MepeBOpaurlBaThCsl Ha OOK U OOpaTHO, aK-
THUBHO I10J13aTh, HAYYUJICS CTOSITh ITIOCTABJICHHBIM U JeJIaTh
HECKOJIbKO 1aroB y onopbl. OmHAKO coxpaHsiiach aud-
(by3Hast MblllleyHass T'MIIOTOHMSI, OTMeYaslach 3aJepKKa
TEMIIOB Pa3BUTHSI.

IIpu nmaboparopHoM 00cliefOBaHUU Y OOJBLHOTO CO-
XpaHsUIach CTOMKasi aHEMMUsI, B CBSI3M C YeM ObLI IIPOI0JI-
>KEH TIPUEM MpernapaToB xKejie3a U SpPUTPOIIOITUHA.

HccnenoBaHue cyxux ISIT€H KPOBUM METOIOM TaH-
JIEMHOI MacC-CIeKTPOMETPUHU, TTPOBEIEHHOE B MIOCTKPU-
30BbIi IIE€PUOJ, BBISIBUWIO YBEIMYEHME KOHLEHTpaLUU
ajlaHMHa, acnapariHOBOM KMCJIOThI, IJIMLIMHA W IIPOINO-
HunkapautuHa (C3) (tabn. 2). OcTtanbHble MoKa3aTelau
OCTaBaJIMCh B IIpee/iax HOPMaJIbHbIX 3HAUEHMIA.

ITo panHBIM BUaeo-DDI-MoHUTOpUHTA CHA U GOnIp-
crBoBaHus (1 yac) — OCHOBHOI PUTM COOTBETCTBYET BO3-
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pacty. CoH nuddepeHmponat Ha ctanuu. Ousznonornye-
CKME TAaTTepHBI CHA IPEACTaBICHBI YIOBICTBOPUTEIBHO.
3a BpeMsI ucCieIOBaHMS SITICITU(MOPMHOIM aKTMBHOCTH,
SIUICTITUYCCKMX TIPUCTYIOB 1 X DB -1maTTepHOB He 3a-
PETUCTPUPOBAHO.

CocTrostHUe BHYTPEHHUX OPTaHOB, 110 TaHHBIM YJIbTpa-
3BYKOBOTO MCCIICA0BAHUSI — 0€3 CTPYKTYPHBIX U3MEHECHUI
U narojorud. B craumoHape peOGEHKY MpoBeaecHa KOppeK-
LIUST TUETOTEePAIIUM B COOTBETCTBUU C BECOPOCTOBBIMHU I10-
KazaTeasIMU 1 OMOXMMUIECKUMU TTapaMeTpaMU KPOBH.

B TteuyeHue mocnepymoimux 5 Mec peOEHOK HaxOIMWJ-
csl ToMa, MPOMOJIKAJ TOJIydaTh Ha3HAUYCHHYIO TEpaITHio.
ITo MecTy xXuTenbCcTBa BO BpeMsl TUTAHOBOM AMCITAHCEPU-
3alMK pedbEHKa B Bo3pacte 12 Mec mokaszaTeaud TeMOTIo-
OMHa KpOBU OBUIM B HOPME, B CBSI3U C UeM Bpad OTMEHII
SPUTPOIIOITHH U TIPEIapar xeJjesa.

Bospact 601bHOr0 Ha MOMEHT ONMMCAHUS KIMHUYE-
cKoro cirydas — 1 rof 3 Mec B mepro 04epeIHOM ToCITuTa-
mm3aunu B DAY <HMMULII 3n0poBed neteit» MuH3apasa
Poccun.

Hesposnoruueckuii cratyc: pe0€HOK B CO3HAHUU, KOH-
TaKkTeH, MM GhEepeHIINPYET CBOMX/UYKUX, €CTh OTACIbHBIC
3BYKH, (DOPMHUPYETCS CIOTOBAsI pe4ub. XOPOIIO (PUKCHUpYyeT
B3IJISIA, CJICINT 3a IIPEeaAMeTaMM, MHTEPECYeTCS U aKTUBHO
MaHUIYJIMPYeT UTPYIIKAMU U TIpeaMeTramu (puc. 2). JIBu-
raTenpHas cepa: 00bEM aKTUBHBIX M TTACCUBHBIX TBUKE-
HU moyHbI. Cujaa MBI BEpXHUX U HIDKHUX KOHEU-
HocTell ymepeHHast, D = S. MbIllIeYHBIIT TOHYC B pyKax
W Horax OmmKe K (hU3MOJOTMYECKOMY, CUMMETPHUYCH,
HECKOJIPKO CHIMKEH B MBIIIIAX CIUHBL. CyXOXUIbHBIC
¥ OplolmHbIe pedIeKChl XUBbIE, CMMMeTpUYHbIe. [laTo-
JIOTMYECKNX CTOITHBIX M KHCTEBBIX pedIeKCOB HeT. [IBu-
raTeJIbHbIe HaBBIKU: IEPXUT TOJOBY, IIepeBOpaYMBaeTCS,
CaIuTCsl, CUIUT C OKPYIJIEHHOW CIMHOI, BCTAE€T Ha 4eT-
BEpEeHBKH, TTOJI3aeT Ha YETBEPEHBKAX, XOMUT Y OIMOPHI MU
C TIOIIEPKKOI1 B3POCIIOT0, MOXET CAEIATh CAMOCTOSITE/Ib-
HO HECKOJIBKO IIIaroB.

I1o pe3ynabraram jJabopaTOpHOro 0OCIEIOBaHUS, TIPO-
BeIEHHOTO Ha MOMEHT IIOCJICIHEN TOCTIMTAIN3aliu, I10-
Kazareau OOIIero aHajln3a KPOBHM OCTaBajJMCh B IIpenesiax
HOPMAJIbHBIX 3HAUEHMH, 32 MCKIIOYCHUEM TI'eMOIIOOMHA
(98 /1), oTMeuanach TEHACHLUS K CHYDKEHUIO FeMaTOKPU-
ta (32,4%), nokasarejii 0OMeHa XeJie3a HaXOAWIKCH B IIpe-
nemax pedepeHCHBIX 3HAYCHMIA: Kenme30 23,32 MKMOJIb/II,
tpaHcdeppun 189 mr/mi; pepputus 66,9 Hr/miL.

Mapkepsl KanbliieBoro o0OMmeHa ObUIM MCCIeo0Ba-
HBl B CBSI3U C BBICOKMM DPHCKOM HapyIIeHUS (DYHKIIMU
MOoYeK: MmapaTupeonnHbrii ropMoH — 31,01 1r/mut, Tupe-
OTPOITHEIN TOpMOH 3,59 MMEn/n, TMpOKCHH CBOOOIHBII
11,82 nMosb/J1, TPUIAOATUPOHUH CBOOOAHDIA 6,21 IIMOJIb/JL.
Hao6nonanock CHMXKEHUE YPOBHSI KpeaTMHUHA
(18,33 mxmonb/1). [1o KUCTOTHO-11IETIOUHOMY COCTOSTHUIO
KomrieHcupoBaH. IlapatupeoumHblii TOpMOH, (ochaTsl
B KPOBH — B IIpe/ieIaX BO3pacTHOM HOPMEIL. JIlaHHBIX 3a Ha-
pylIeHNE KalblineBO-()ochopHOro 0OMeHa He TOTYIeHO.

Pesynbrartel 00IIero aHaiamsa KpOBM KOHCTATHUPOBAIMA
TUTIOXPOMHYIO aHEMMIO CPEIHEH CTEIIeHM TSDKECTH, U Tepa-
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st apuTponostrHoM (¢ 500 ME monkoxkHo 1 pa3 B Henmenmo)
B COYETAaHUM C TIperapaTaMu XkeJjie3a Oblia ITPOIOJIKEHA.

7151 ICKITIOYeHUSI TOKCUIECKOTO BO3ICHCTBUS TTPOTINO-
HOBOM KMCJIOTBI Ha ITOYE€YHBIC KAaHAIBITBI 1 MTHTEPCTUIII ITO-
4yeK ObLIO0 ITPOBEAECHO IOMOJHUTEIbHOE 00CIef0BaHue. bro-
XUMUYECKUI aHATN3 KPOBY BBISIBUII CHIDKCHIIE KpeaTMHIHA.
VYposens mucratnHa C HaXomujcs B IIpeneax pedepeHc-
HbBIX 3HaYeHuit — 1,17 mr/n (Hopma 0,77—1,85 mr/m). Pac-
Y€THas1 CKOPOCTb KIIyOOUKOBOI (prrbTpati — 80 MJ1/MUH,
1o hopmyJie 3anute/uii — 61 Mi1/MuUH. YIIbTpa3ByKOBOE UC-
cJemoBaHME TTOYEK He TT0Ka3aJIo MaTOJIOTMIeCKUX U3MEHE-
Huii. Bce BeISIBJICHHBIE N3MEHEHUSI, BKIIIOYAsl IJIUTCIIBHYIO
aHEeMUIO, TUIOXO MOMAOIIYIOCS JICUSHUIO, COOTBETCTBYIOT
HAJIMYMIO XPOHUYECKOTO TYOYJIOMHTEPCTUIIMATBHOTO Hed-
puta (xpoHn4ecKast 60JIe3Hb MOUeK 2 CTAAWN), UTO SIBIISIET-
cs xapakrepHbiM i ITA [3, 4].

Brutr mccnemoBaH CIEKTp aMUHOKUWCIOT M alldIKap-
HUTHUHOB: B KPOBU BBISIBJICHO YBEJIMUYCHNE KOHIICHTPALINHI
rokasareseil rmiunHa (964,0 MKMOJIb/JT) M TIPOTTMOHMII-
kapauTtuHa (C3) — 30,112 mxmonb/a. OcTanbHBIE TTOKa-
3aTeJIM OCTABAIMCH B IIpeleiaX HOPMaJIbHBIX 3HAYCHUI.
HccnenoBanne criekKTpa OpraHMYECKMX KHCIOT B MoOue
He BBISIBWJIO OTKJIOHEHU OT pehepeHCHBIX 3HAYSHUIA.

Jns KoppeKIIu TUeTOTepaluyi MAllMeHTy BO BpeMs
KaXIOM TOCTIMTAIM3AIMNA TIPOBOIMINA OLICHKY (haKTude-

Puc. 2. BHewHuin Bup pe6éHka B Bo3pacTe 1 rop 3 mec.

Fig. 2. Appearance of a child aged of 1 year 3 months.

Clinical cases
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Ta6nuua 4. AHanus $pusnyeckoro paseuTus c nomoliybio nporpammbi «\WHO Antroplus 2009»

Table 4. Analysis of physical development using the program “WHO Antroplus 2009”

TTokazarenu puznueckoro

pasBUTHS 3 mec
3 months

Macca tena 5.4
Body mass
JlnvHa Tena 60
Body length
Z-score Macca/ninHa —1.27
Z-score weight/length
Z-score Macca/Bo3pacT =2.11
Z-score weight/age
Z-score JUTMHA,/BO3pacT —1.67
Z-score height/age
Z-score UMT/Bo3pact —1.58

Z-score BMI/age

CKOTO ITMTaHMSI OIIPOCHO-aHKETHBIM METOIOM C OITpelie-
JICHUEM THUIIEeBOM MEHHOCTH JIEYeOHOTro palnoHa, (ak-
THYECKOTO MOTPeOJICHUSI OCHOBHBIX HYTPUEHTOB (OEIKH,
KB, YIJIEBOIBI) M SHEPTeTUIECKOM IIEHHOCTH.

Pe6Génok npogomkan cobdionaTh HU3KOOEIKOBYIO 11e-
Ty, TIOJIyYajl CIICIIUATN3UPOBAHHYIO CMeCh 0e3 METHOHHMHA,
TPEOHWHA, BaJIMHA, M30JICHIIMHA ¢ OCJIKOBBIM SKBUBAJICH-
TOM 14, MaJTbTOIEKCTPHUH TS TTOBBIIICHUS SHEPTETUICCKOM
HEHHOCTU pallOHa, KBOTA XKMUPOB (PAaCTUTEIHHBIX MAaCe)
cocrtaBisuia He 6ojiee 15% OT 9HEProLeHHOCTH CYTOYHOTrO
patona [6]. O61wumii 6e10K cocTabiisii 1,8 r/Kr Macchl Te-
1a (6ezonacHoe norpebienue 6eiaka + 20%), U3 3TOro Ko-
nuyectBa 60% Gellka IMOKPHIBAINCH 3a CYET HATYpPAJIbHOIO
Oenka (meTcKasi MOJIOUYHAsl CMeCh, HU3KOOCIKOBEIC Kallll,
oBoru, (GpykrThl). OlleHKAa HYTPUTUBHOTO CTaTyca ITOKa-
3aJIa TTOJIOKUTEIIBHYIO TUHAMUKY (DU3MYECKOTO Pa3BUTHS
(Tada. 4) 3a meprom MeXIy TOCIHUTAIM3AIUSIMU PeOEHOK
npubasui 1 Kr.

Bunmeo-DBI'-MOHUTOPUHT CHA: KOPKOBas pPUTMHKA
copMrpoBaHa B COOTBETCTBUU C Bo3pacToM. DyHKIIMO-
HaJIbHBIE IIPOOBI C PUTMHYECKON (DOTOCTUMYIISIINCH
HE BBI3BAIN MATOJIOTUICCKUX M3MECHEHU KOPKOBOM PUT-
muku. CoH muddepeHIIMpoBad Ha ctagun. Ousnororn-
YecKHe TaTTepHBI CHA IIPEACTaBICHBI YIOBICTBOPUTEIh-
HO. 3a BpeMsI IJIUTEIHOTO MOHUTOPHPOBAHMS SITHJICIITH -
(opMHAsT aKTUBHOCTD, SIMIICITUICCKUEC TIPUCTYIIBI U UX
DBI-maTTepHbl He 3aperucTpupoBaHbl. [1o cpaBHEHMIO
C TIPEOBIIYIINM UCCIIeIOBAHIEM — BO CHE 3apeTUCTPUPO-
BaHO HEIIOCTOSTHHOE HEPUTMUYHOE PEeTrMOHAIbHOE TeTa-,
IeabTa-3aMeUICHUEe B JIEBOM BHCOYHO-3aTHEBUCOYHOMN
oomactu (T3—T5). YuumteiBast BO3MOXHOCTH Pa3BUTHUS
SIWJIETICUY, TOKA3aHO AUHAMUYECKOE HAOIIOACHUE.

st pelieHUsT Bompoca O BaKLIMHALIUM PEOEHOK IIPO-
KOHCYJIBTUPOBAaH HMMYHOJIOTOM, IIPOTHUBOIIOKA3aHUIA
K BakKIMHALIMM HET, mpoBeneHa BakuuHauus: V1 «IleH-
takcum» AKJIC + UTIB 0,5 B/M c. U3L58 (c.r. 31.12.2022)
XWUB 1 noza suyrpumbiieyHo U1E67 (c.r. 31.12.2022) ox,

Clinical cases

Bospact
3 Mmec 10 mec 1 ron 3 mec
months 10 months 1 year 3 months

5.910 9.0 10.1

60 73 80
—0.16 —0.31 —0.41
—1.63 —1.11 0.27
-2.17 —2.78 0.15
—0.57 —0.8 0.48

KOHTPOJIEM OOILIETO COCTOSTHUSI U TaHHBIX KUCJIOTHO-IIIE-
JIOYHOTI'O COCTOSAHUMSA Ira30B KPOBU.

O6cyxpaeHune

JluarHocTuka HacJieICTBEHHbIX 0o0Jie3Hell oOMeHa
MPEACTABISICT COOOI CIIOXHYI0 MEOUIIMHCKYIO 3amauy
B CBSI3U CO CXOXECThIO KIIMHUYECKNX CUMIITOMOB 3a00-
JIeBaHUI 3TOM TPYIIbI U TpeOyeT MIsi OKOHYATEJIbHOM
IIOCTAHOBKM ITHMAaTHO3a HE TOJIBKO TOBHIIICHHON HACTO-
POXXEHHOCTH Bpavyeli-KIMHUILNCTOB, HO U IIPUMEHEHUS
COBPEMEHHBIX BBICOKOTEXHOJIOTMIHEBIX METOIOB Jlabopa-
TOPHOM AIMArHOCTUKHU. B Halmem ciydyae clieayeT OTMETUTh
NpaBUIbHYIO TaKTUKY AU PepeHINaTbHON JUarHOCTUKHU
1 BemeHUs peOEHKa CIICIMAIMCTAaMM 110 MECTY KUTEIb-
CTBa: CBOEBPEMEHHO M IPABWJIBHO (OO0 Havayia WHQY3UN)
B3AThl aHAJIMU3bl KPOBM M MOYHU, OTCYTCTBHE 3amepiKeK
B TTOJIYICHUM PE3YJIBFTaTOB aHAJIN30B IO3BOJIMIO OBICTPO
HaJIagWUTh afeKBaTHYIO Tepamunio, N30eXaTh TSLKETBIX T10-
CIICICTBUI METa0OIMIECKOTO KPH3a.

VY manueHTa OBUTM BBISIBJICHBI Ba ITATOTCHHBIX HY-
KJIeOTUAHBIX BapuaHTa c.1600C>T, p.R534* n c.16664>G,
p.N556D B rere PCCB, onicaHHBIEC B 3apyOesKHOM JIUTepa-
Type paHee y malneHToB ¢ [TA, Takke 1eMOHCTPUPOBABIINX
nebroT 3a0ojeBaHus Ha 1-i Hexene >KU3HU, CXOXHUE KIIr-
HUYECKNE TIPOSBIICHUS: BSUIOCTh, COHJIMBOCTD, TPYIHOCTHU
BCKapMJIMBaHUSI, TUTIOTOHUSI, CHHIPOM JIBIXaTeIBHBIX Ha-
pYIIeHUIA, pBOTA, TeraTOMEeTaIdsI, METaOOIMIECKIN all-
103 1 rurtepaMMonmremust 6ojee 1000 mxmons/ [7, 8].

BaxxHo, uTo IIpoBeneHME TeIEMEAUIIMHCKIX KOHCYIThb-
TallMii TaKKe ITOMOIVIO KOJUICTHMAJIbHO PEIIaTh CIIOPHBIC
BOIIPOCHI Tepalnu. DTO KacaeTcs IIpeKpalleHus U BO3-
OOHOBJICHHUS TepaIliy SPUTPOIIOITUHOM Y HAIIETO TallM-
€HTa, a TaKKe Ha3HAYCHMS BallMHA Ha (POHE CHIDKCHUS
YPOBHS HaHHON aMUHOKWCJIOTHI B KPOBHM U IIPOBEICHMUS
JaTbHEHNIIero KOHTPOJISI YKa3aHHOU TepaIiH.

OmHMM W3 BaXHBIX KPHUTEPHEB aIeKBaTHOCTU IIPO-
BOOVMOM IHETOTEpallMi U MEIMKAMEHTO3HOTO JICUCHUS
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SIBJITIOTCSA TIOKa3aTeNqu (U3MUECKOrO pPa3BUTHUSI, KOTO-
pble K Bo3pacTy 1 rom 3 Mec manueHTa COOTBETCTBOBAIU
cpemHeMy TapMOHUYHOMY Pa3BUTUIO, M TICUXOMOTOPHOTO
pa3BuTHs. Pe3yabTaThl HEBPOJIOTHUUECKOTO O0CIETIOBAHMS
MPOAEMOHCTPUPOBAIIA UX ITOJIOXKUTEIHHYIO TUHAMUKY.

IMpodunakTka BTOPUIHBIX OCIOXHEHUMA, TIPOBOIM -
Masl B CTallMOHApe M B JOMAIIIHUX YCJIOBUSX, 3aKII0OYaB-
11asicsl B MocJieJoBaTeIbHOM OLieHKe TToTpebJieHusT OelKka
OTHOCHUTEJIbHO 0€30TacCHBIX BO3PACTHBIX MOTPEOHOCTEI,
MPUMEHEHUN METa0OJMYEeCKON Tepamuu, CBOEBPEMEH-
HOM KYIHMPOBAHUM META0OJIMYCCKUX KPU30B, MOKA3aIn
CBOI0 2((DEKTUBHOCTD. MEepeHEeCEHHbIE 3a IMEPUO Ha-
OM0IeHUsT KPU3bl MUMEJIM CPEIHIO CTETEHb TSXKECTH,
OBICTPO KYIMPOBAJIUCH M HE OKAa3bIBaIM 3HAYMMOTO BJIH-
SHUS Ha cocTosTHUE pebE€HKa. ClienyeT Mog4epKHYTh He-
00X0AMMOCTb MH(GOPMUPOBAHUS MaMbI (I IPYTOTO JIM-
112, YXaXKMBAIOIIETo 32 peOEHKOM) 1 00yYeHMS ITpaBUIaM
KaK IMeTOTepaIliu, TaK U OKa3aHUSI TIEPBO IIOMOIIY TIPU
MOSIBJIGHUU MPU3HAKOB MeTabO0JIMUecKOro Kpusa. ¥ Ha-
IIeTo MallMeHTa KPU3bl TIPOBOIMPOBAINCH M3BECTHBIMU
dakTOopaMu, U POAUTEIN YCIIEBAIU BOBPEMS OKa3bIBaTh
JOBpay€OHYIO TTOMOIIIb.

PerynsipHbIit KOHTPOJIb TUETHI TTO3BOJISLT U30€KaTh He-
JIOCTATOYHOTO WJIM U30BITOYHOTO TOTpebieHus OesKka, 4To
SABIISIETCST MPOMUIIAKTUKON JedUIMTa UiIu U30bITKA TaTO-
TeHETUIECKN 3HAUMMBIX He3aMEHUMBbIX aMUHOKUCIIOT. [1o-
CTOSTHHBI TTPUEM JIEBOKAPHUTHUHA U KapPTIIFOMOBO KHCIIO-
THl CHIDKAJl YPOBEHb aHOMAJIBHBIX META0OOJIMTOB M aMMMU-
aka B KpoBU. [lomoOHasi TakTUKA JIEUEHUS] UCIIOJIb3YeTCs
B OOJIBIIIMHCTBE META0OJMICCKIX LIEHTPOB, Kyda ITOCTyIIa-
JOT TTALIMEHTHI C OPTAaHUYECKUMHU alluaypUsiMH |3, 6].

B Hacrosiiuiit MoOMeHT peOEHOK ¢ HEOHATaIbHBIM Jie-
ototoMm [TA nmpomoskaer mosyyaTb Ha3HAYEHHYIO AUETO-
Teparuio 1 MeANKAMEHTO3HYIO Teparuio, HaXOMUTCS IO
IUHAMMYECKUM HaOTIOACHUEM CIICIIMATIICTOB.

3ak/iloueHve

OnucaHue nauueHTa ¢ HelpoMeTaboIMYeCKUM 3200~
JIeBaHUEM OTpaKaeT XapaKTePHYIO KITMHUYECKYIO KapTUHY
HeoHaTanbHOTO AebtoTa [TA. Hamu moka3zaHo, 4To paHHSIS
MHMarHOCTHUKA, afeKBaTHAss MHTEHCUBHAS Teparusl U CBOE-
BpEMEHHOE Ha3HaueHHUE MaTOTeHEeTUYECKOW IueToTepa-
MU C UCTIOJb30BaHUEM CITCIIMATM3MPOBAHHOIO ITPOIYKTa
Ha OCHOBE aMUHOKUCJIOT C UCKITIOYEHUEM TTaTOJIOTUYESCKU
3HaYMMbIX aMUHOKUCJIOT, a TaKXKe AUCIaHCepHOe HAOJII0-
NEHUE, PETYISIPHBIM KOHTPOJb COCTOSTHUSI BHYTPEHHUX
OpPraHOB M MOHUTOPUHI METa0OJIMYECKUX OTKJIOHEHMI
C KOPpEKUMEHN BBIABICHHBIX HApyIIEHUN TIO03BOJISIOT
HE TOJIbLKO COXPAaHUTh PeOEHKY XXKU3Hb, HO U 00ECIIeUnTh
€My COOTBETCTBYIOIIIEE BO3PACTy HEPBHO-IICUXUYECKOE,
MOTOpPHOE U (hU3NYECKOE Pa3BUTHE.

JlaHHBI KIMHAYECKUIA clydait oToOpaKaeT LIEHHOCTh
paHHeil nuarHocTuKu [IA, yCHemrHOCTb CBOEBPEMEHHO
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HayaToM Teparuu, YTO OIpeIesisaeT IMPOrHO3 M KAaYeCTBO
KM3HU TTaiiueHToB ¢ 1A 1 4eHOB ero ceMbH.
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