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InyrapoBas aumpypus I tuma (HemocTaTouHOCTb TmyTapui-KoA-permpgporeHassl, IyTapoBas anupemus I tuma) —
pefikoe ayTOCOMHO-pellecCHBHOe 3aboreBaHne, 06yCIOBIeHHOe MyTallMAMU B TeHe, KoaypymoueM ¢epMeHT rmyTapuia-KoA-
merupporenasa (GCDH). Llepe6panbHyto opraHNYecKyo aluiypuio, BbI3BaHHYI0 fiedurrtoM Ty Tapui-KoA-gerngporeHassl,
MIPUHATO, B IIEPBYIO OYEPE/ib, CAUTATh HEBPOIOIMYECKUM PACCTPONICTBOM.

DeHoTunMYeCcKNMil CrieKTp HemedeHHOI GA-1 BapbupyeT OT 60/ee pacIpOCTPaHEHHOI 1 BRIPAKEHHOI Gopmbl (60/1e3Hb
C M/IafleHYeCKMM HA4dajoM) [0 Ma/JOCHMITOMHOI 1 MeHee PaclpOCTPaHEHHO! (OpMBL. Y jIOfell C OZHUM U TeM Xe
TeHOTUIIOM KJIMHUYeCKIe IPOsABIeHus 1 rmybuHa nopaxenusa [JHC MoryT mmmpoko BapbupoBaTh B 3aBUCUMOCTH OT BO3pacTa
MaHMdecTaluy OCTPHIX 9HIeanoNaTUIecknx Kpr3os. [IpefmonaraeTcs, 4To IpU paHHEM BBbIABICHNMM U Hadajle Je4eHMUA
«6eCCHMIITOMHBIX HOBOPOXK/IEHHDIX (B YCTIOBMSIX CKPMHMHIA Ha YKasaHHOe 3aboeBaHue) GOMBLUINHCTBO JTIOAEl, Y KOTOPBIX
pasBuch 661 posineHrss GA-1 ¢ e TCKUM WU IO3JHMUM Ha4a/IoM, OCTaHyTCs 6€CCUMITOMHBIMIA

KiroueBbie cmoBa: HOBOPOXX/EHHbIE, A€TH, IIyTapoBas anuaypus | Tuma, metabommdeckne Kpusbl, aTpoQusi KOPbI 1
TIOJKOPKOBBIX sAJiep, IUCTOHMYECKIE TUIIePKIHE3bI.
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A rare case of type i glutaric aciduria in an early child
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E.A. Lukyanova, E.A Papsheva, G.N. Smykova, L.N. Taranenko

Rostov State Medical University (Research Institute of Obstetrics and Pediatrics), Rostov-on-Don, Russia

Glutaric aciduria type I (deficiency of glutaryl-COA dehydrogenase, glutaric acidemia type I) is a rare autosomal recessive dis-
ease caused by mutations in the gene encoding the enzyme glutaryl - COA - dehydrogenase (GCDH). Cerebral organic aciduria,
caused by a deficiency of glutaryl-COA - dehydrogenase, is generally considered a neurological disorder.

The phenotypic spectrum of untreated GA-1 varies from a more common and pronounced form (a disease with infancy) to a
low-symptom and less common form. In people with the same genotype, the clinical manifestations and depth of CNS damage can
vary widely depending on the age of manifestation of acute encephalopathic crises. It is assumed that with early detection and treat-
ment of “asymptomatic” newborns (in the context of screening for this disease), most people who would have developed manifesta-
tions of GA-1 with childhood or late onset will remain asymptomatic.

Keywords: newborns, children, type I glutaric aciduria, metabolic crises, atrophy of the cortex and subcortical nuclei, dystonic
hyperkinesis.
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HuM nocta”oBneHus IlpaButenbcTBa Poccmiickoit (opdannbix) 3aboneBaHMl, IPUBOAAIINX K COKPAIICHNIO

l Viyraposas aumpgypus I tuna (TA-1) Ha ocHoBa- YTPOXKAOIIMX M XPOHMYECKUX, MPOrPECCUPYIOMINX PEIKUX
Qepepauyn ot 2012 I. BHeCEHA B PETUCTP >KU3HE- MPOJO/KUTENbHOCTY KUSHI VIV MHBATUTHOCTIL.
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Opranndeckas anuypus OTHOCUTCA K HAaC/TeICTBEH-
HbIM 0O/Ie3HsAM OOMeHa BellecTB, 3aHMMAIOLIMM BaXKHOE
MECTO B TIeAMATPIIECKOIl HEBPOJIOTUM, ¥ XapaKTepuU3yeTcsa
IIOBBINIEHHOJ 9KCKPeNMen OPraHN4YeCKMX KUCIOT C MOYOM.
Inyraposas atmypypus I Tuma (HeLOCTaTOYHOCTD Ty TapuI-
KoA-gerupporenasnl, riayrapoBas aumpemus 1 Tumma) —
ayTOCOMHO-pellecCBHOe 3abo/eBaHue, 00yCIOBIEHHOE My-
TalMAMU B TeHe, KopupylomieM ¢epMeHT rayTapuin-KoA-me-
rupporenasa (GCDH).

Ilepebpa/ibHyI0 OpPraHMYECKyIO0 alyfypuio, BHI3BAHHYIO
medpuiuroM rayTapun-KoA-gerngporeHassl, IpUHITO CUK-
TaTh HEBPOJIOTMYECKIM PaccTpoiicTBoM. OZHAKO HEKOTOPbIe
HyOIMKaLuy OCIIapyBaIOT 3TY TOUKY 3PeHN, JeMOHCTPUPYA,
4TO mepudepndeckas HepBHaA cucteMa [1] 1 MoYKkM Takxe
MOTYT ObITh BOBJ/IEYEHBI B AINTE/IbHOE TedeHe 3a00IeBa s
[2]. GCDH reH conocrasiieH ¢ xpomocomort 19p13.2 u kopu-
pyeT GnaBUH-aleHUHANHYKICOTHUI-3aBUCUMBIl O€TOK MU-
TOXOH/JPUAIBHOTO MAaTPMKCA, KOTOPBIN yYacTBYeT B Jerpa-
mauuu L-nmnsuHa, L-rugpokcunmsuna u L-tpunrodana. Ha
CETOIHAIIHMIT JeHb OIy6aMKoBaHO 187 (MOATBEPXK/IEHHBIX
WIM BEPOATHBIX) IATOT€HHBIX MYTAIIL, TIePeUYNC/IeHHBIX B
0ase JaHHBIX MYTAl[MI1 T€HOB Ye/loBekKa (JaHHbIe OT 18 ampe-
151 2016 r.). Haubornee pacripoctpaneHHoit siBsiercs: Arg402
Trp. B eBpomerickux cTpaHax 4acTOTA BCTPEYAEMOCTHU yKa-
3aHHOII MyTaIuu coctasyset 12 — 40 % [3, 4].

buoxumuuecku GA-I xapaxTepusyerca HaKOIIEHVEM
rnyTapoBoit Kucnorsl (GA), 3-TMAPOKCUITYyTapOBOI KVUCIIO-
bl (3-OH-GA), I/IyTaKOHOBOII KUC/IOTbI M [Ty TAPU/IKAPHU-
tHa (C5DC). 9T MeTaboMUThl MOTYT OBITH OOHAPY>KEHDI
B KMAKOCTAX OpraHmaMa (Moda, IJIa3Ma, CIMHHOMO3IOBasd
KUJKOCTb) M TKAHAX C IIOMOIIbI0 Ta30BOIl XpOMarorpa-
¢dym/macc-ciekrpomerpun (GC/MS) nnm TaHZEeMHOI Macc-
CIIeKTPOMETPUU C 3IEKTPOPACIBUINTETbHON JMOHU3AIVEIL.
Bo3MoyxHa IpeHaTanbHaA AMarHOCTHKA Ha OCHOBAaHWIM OTIpe-
IeNeHNs KOHIIeHT Py IJTy TapOBOJ KMCTIOTHI B aMHUOTIYe-
ckoit xupxoctu wim aktusHoct GCDH B KynbType aMHK-
OTHYECKUX K/IETOK, a TAKXKe ITyTeM MYTAl[MOHHOTO aHa/In3a
rena GCDH JHK xopmonnuyecknx BopcuH. B psape cTpaH ¢
KoHIIa 1990-X TIT. IPOBOAUTCA CKPUMHMHT HOBOPOXKIEHHBIX,
IIOCKO/IbKY paHHee BbIsBIEHME 3a00/IeBaHMsl CYLeCTBEHHO
CHIDKAET YaCTOTY MaHM(ECTAL[UN VTN TSDKECTD U BBIPasKeH-
HOCTDb K/IMHWYECKNX IPOSBIEHNIT 1 MOP(OIOrMIecKnx us-
MEHEHUIT B TO/IOBHOM MO3Te, XOTsI TI0Ka3aTe/i CMEPTHOCTH U
MPT- n3MeHeHUIt B TOIOBHOM MO3Te Y OO/IbHBIX, B3ATBIX MO
Hab/MIoeHMe U MOTyYaBIINX TePAINIO ITOC/Ie HEOHATaTbHOTO
CKPMHIHTA JI0 KOHI[a He U3y4eHsI [5].

IT0 peKoe HACTIEACTBEHHOe 3abo0jeBaHme OOMeHa Be-
iecTB Brepsble onucaHo Goodman et al. B 1975 r., mocie
4ero B Mupe 6bUI0 3apeructTpuposano 6oee 500 crydaes [6].
PacnipoctpaneHHOCTDh BO BceM Mupe cocTasysaeT oT 1:30000
1o 1:110000 [7].

@®epment GCDH, noxkann3oBaHHBI B MaTPUKCE MUTO-
XOHJIPUIL, YYaCTBYeT B MeTabo/M3Me aMUHOKNCIOT M3MHA,
IU[PONM3NHA, TpUNTohaHa M KaTaau3UpyeT JiBe IOCIeNo-
BaTe/IbHbIE PEAKIMM IpeBpalleHus rryrapun-KoA B kpo-
ToHUI-KOA, B pesyibraTe 4ero 1 MpOMUCXOAUT HAKOIUICHVE
r1yTapoBoit 1 3-OH-r1yTapoBoil KMCIOT B OMOIOTMYIeCKUX
KUJKOCTAX ¥ TKaHAX, KOTOPble OKa3bIBAIOT HelfpOTOKCHYe-
CKOe JIefiCTBYIE MTPENMYIIeCTBeHHO Ha MOJKOPKOBbBIE CTPYK-
TYpBI TOJIOBHOTO Mo3ra. TakyuM 06pa3oM, OCHOBHYIO pOJib B
matopuanonorny 3aboNeBaHus UIPaloT SKCANTOTOKCHUYe-
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CKHe IOC/IeACTBY, BbI3BAaHHbIE ITTyTApPOBOI U 3-TUAPOKCU-
IJIyTapOBOI KMUCTIOTaMM, O0/IafalolMI CXOJHOM CTPYKTY-
POl ¢ aMMHOKICIOTON T/TyTamaroM [3,8].

VsnaganbHO TA-1 6bUIa IPOUSBOIBHO pasfieieHa Ha fiBa
6MOXMMIIECKIIX IO THUIIA: BHICOKNIT YPOBEHD 9KCKPELI MO-
4eBoit rrytaposoit kucnoTsl (IK) 1 Huskuit ypoBeHb 9KCKpe-
nuu modeBoit K. BTopoii TuI conpoBoxiaeTcss COXpaHeH!-
eM 1o 30 % ocraTo4noli rayrapuia-KoA-gerngporeHasHoit
akTMBHOCTH [5]. OffHaKO Y [ieTeil He BBIAB/IEHO YETKOI KOp-
pensayy 6MOXMMUYECKUX HOATUIIOB C KIMHIYIECKUM (eHOo-
TumnoM 3aboneBanus. [Ipenmonaraercs, YT0 HE3aBUCUMO OT
ypoBH: sKcKperyy ModeBoii I'K 601pHbIE leTu OfiBep>KeHbI
OIVMHAKOBOMY PUCKY INOPa)KEHMSI IOAKOPKOBBIX CTPYKTYP
[9]. B To e BpeMs B [UHAMIKe 3a00/IeBaHNUA BBIABIIAIOT 110-
BBILIEHHYIO PAaCIIPOCTPAHEHHOCTD IIPOrPeCcCUPYIOIIUX C BO3-
pactoMm mopaxeHuit 6emoro u ceporo BemjectBa npu MPT
[10] n moBbILIEHHBIE BHYTPMMO3rOBbIe KOHI[eHTparyn GA u
3-OH-GA, ob6Hapy>XeHHbIe in Vivo ¢ IIOMOIIbI0 TPOTOHHOI
MarHuUTHO-pe3oHaHcHOI crektpockomuu [' H-MRS] mpu
BBICOKOUI 9KCKperyn Metabommra GA ¢ Mmoot [11].

Y pereit IO KIMHMYECKOMY TE€YEHMIO BBIJENAIOT [IBa OC-
HOBHBIX ogTnna ['A-1 — ¢ ocTpbIM «9HIIeATUTOIOFOOHBIM»
U MOAOCTPBIM (JOOpOKaYeCTBEHHBIM) TedeHMeM. B TedeHme
IepBbIX MeCALEB HETM MOTYT Pa3BUBATbCA OTHOCUTEIBHO
HOPMAaJIbHO, B HEBPOJIOIMYECKOM CTaTyce OTMEYAIOTCA pas-
IPaXUTENbHOCTD, TOBBIIIEHHAsA HePBHO-pedIeKTOpHAsA BO3-
OyaMMOCTD, 7lerKas runoToHus. Hambormee paHHUM, HO He
CTpOro crierupyIHbIM IPU3HAKOM SIBJISIETCST MaKpoiedast
C poXJeHMs MIu Makpouedanus, MOsSB/IONAsACT B TeUeHIe
IepBbIX MecAleB >KU3HU. OCTpas HeBpONIOIMYecKas CYMIITO-
MaTMKa, HAIIOMIHAIOMIAs 9HIle(DaIUT, pa3BUBAETCS B TeUCHIE
IepBbIX JBYX JIET )KM3HU, HO Yallle Ha IepBOM T'OJY U XapaK-
TepM3yeTCsl BOSHUKHOBEHMEM KPUTUYECKIX COCTOSHUII-MeTa-
6ommaecKux «9HIe(DANTONOROOHBIX» KPU30B, HAYMHAOIVX-
Csl CPBIIVMBAHMAMY, PBOTOM, KUIIEYHBIMY PacCTPONICTBAMI,
JIMXOPAJKOH, CYSOPOXKHBIMM IIPUCTYNIAMMU, YTHETEHUEM CO-
3HaHMA BIUIOTb [0 COIIOpA 1 KOMBI, B pe3y/IbTaTe pa3BUBaIO-
Ilerocsi OTeKa M HaOyXaHUA MO3Tra, MHOIA IPMBOMNAIIEIO K
JleTa/IbHOMY MICXOZY B IIepBble CyTKM 3abonmeBanus [12].

Jasnee Ha GoHe COXPAHSIOIETOCS META0O/IINIECKOTO AL~
J03a COXPAHAITCA COHINMBOCTD, MIOTOHUSA, PUTUFHOCTD,
AUCTOHMSA, SMMICNTIYeCKe IPUCTYIbL. B pesynbraTe mepe-
HECEeHHDIX KPU30B MOTYT PasBUBATbCA HEKPO3bI 6a3aTbHBIX
TaHIJIMEB U CTOMKWIT HeBpOIOTMueckmit fepuunt. Yepes He-
CKOJIBKO JIHEl MM HefleNb IT0C/Ie KPM3a IOABIAITCS pasiny-
HBle TUIIBI TUIIEpKMHe30B (opodaryanbHble, Xopenpopm-
HBIE, XOpPeOaTeTOMAHBIE, OAUIMCTUYECKNE), YCUIMBACTCS
ofHOCTOpOHHA win AuddysHas MbllIedHas AUCTOHUS, Ya-
CTO COYETAIONIAACA CO CIACTUYHOCTLIO. [Toce Kpu3oB Boc-
CTAHOBJIEHNE HEBPOJIOTMYECKMX HapPYLIeHMI IIPOMCXOAUT
MEJJIEHHO ¥ YaCTUYHO, ¢ (pOpMMpOBaHMEeM BTOPUYHBIX OC-
JIO>KHeHVISI (XpOHMYIECKUI aCIMPALMOHHBIN CUHJIPOM, TIOf-
BBIBUXV CYCTaBOB, 007eBOIl cuHApom). anee 3aboneBaHme
npuobpeTaet BOTHOOOpasHbIl XapakTep [13, 14].

B 25 % ciy4yaeB y 60/IbHBIX IIPU OTCYTCTBUY «9HIIeau-
TOHOJO0OHBIX» KPU30B BO3MOXKHA 3a/lep>KKa IICUXOMOTOPHO-
TO pasBUTHA C TOCTENIEHHOJ yTPATOll paHee MPpUOOpeTeHHBIX
HaBBIKOB ¥ IIPVCOEAVHEHVEM Pa3/IMYHBIX BUJJOB I'UIIEPKIHE-
30B, YTO XapaKTepusyeT 6osee JOOPOKaIeCTBEHHOE TeUeHe
3a00JIeBaHMs, HO JUCTOHMYECKIE TUIEPKIHE3bI MOTYT IIPU-
BOANTh K HAPYIIEHUI0 BaXXKHBIX (PYHKIUIT (JBUraTeIbHBIX,

I 35


https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/phenotype/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/phenotype/

A.A. Tle6enenko, C.b. Bepexanckas, A.C. Togoposa, H.H. Bocrpeix, E.fI. Kaymanckas,

E.A. Jlykbsanosa, E.A. TTamuesa, I.H. Cmpixosa, JI.H. Tapanenko
PEJIKUM CIIYYAW IJIYTAPOBOV ALIMIAYPUN I TUIIA
Y PEBEHKA PAHHETO BO3PACTA

KIMHUYECKA CITY YA

pedeBbIX, MENKOJI MOTOpMKM (mucbMa). B memom, kapTuHa
yKIafbIBaeTCA B CHACTUKO-TUIEPKMHETHYECKYI0 (opMy
IETCKOro LiepebpasbHOro mapaanya, M MIMEHHO C 9TUM Jjya-
THO30M MHOTWE [ieTU [INTEIbHOE BpeMsi HAOMIONAITCA y
HeBpos1oroB. OTMEYATCs YacTble SIM30LbI HEMOTUBMPO-
BaHHOIT JIMXOPAJKM, SIWICHTUYeCKMe MPUCTYIBL. Bo3aMox-
HBl OQTaNTbMOJIOTMYECKNE HAPYIIEHNUsS, KOTOPble UMEIOT
MHOTr000OpasHble HPOsIBICHNsI, XapaKTePUIYIOLecs] KPOBO-
US/IMAHUSIMU B CeTYATKy, KaTapakToil, oTanabMoIape3om,
KOCOI/Ia3¥eM i IIMTMEHTHOII JiereHepareil ceTyartku. Y He-
JIe4eHHBIX OO/IBHBIX C PAHHKM [Ie00TOM 3a00/IeBaHIs CMep-
Te/IbHBII UCXOJ MOXKET HACTYINUTh B TeYeHIe IePBOro fIecs-
TUIETHS XU3HM Ha (POHE TAKENIOro MeTaboNMm4eckoro Kpusa
WIN B pe3y/bTaTe pasBUTUA Peile-of06HOr0 CMHApOMA.

ITocne mosABNIEHNA HEBPOJIOTMYECKUX CMMITOMOB K/IMHU-
Jyeckas KapTUHA OCTPOI ¥ XPOHNYECKOI GpopM 3aboeBaHUA
CTAQHOBUTCA CXOJHOI. B mepyon MHTepKyppeHTHBIX MHpEK-
LWt VI TPaBM TedeHMe MOXKET COIPOBOXKAATBCA OCTPBIMU
SMU30/IaMU KOMBI, CYAOPOKHBIX IPUCTYIIOB, KETO3a, TUITOITIN-
KeMMM. Prck sHIledanonaTnyeckux KpusoB MpeBaInpyeT IO
Tpex net. [IpodumakTideckoe nedeHne NpUOIM3UTEIBHO B 75
% cimy4aeB MOXKET IPUBOAUT K OTHOCUTENBHO HOPMAJIbBHOMY
PasBUTHIO, B TO JKe BpeMs CYIIeCTBYeT KaTeropus 60IbHBIX C
BBICOKIM PUCKOM IIPOTPecCUpOBaHNsA 3a00/IeBaHMs, laXKe He-
CMOTPSI Ha CBOEBPEMEHHO HadaToe IeyeHe.

Ha cepuax MPT u KT y manueHTtoB, HaOmofjaeMbIX C
POKMIEHNA, OTMEYAaloTCA MPOTPecCUpyIoIiue IOPaKeHU
LIEHTPAJIbHOII HEPBHOI CHUCTEMBI, KOTOpble MOTYT IIpejlile-
CTBOBATh KIMHMYECKON cTajuy 3abonesanus. Hambomnee xa-
PaKTepHBIMU IIPOSABIICHNUAMIY ABJIAIOTCA PacllMpeHue CUIbBI-
€BOil 60PO3/BI, MOPaXKeHNe LIUCTEPH CPEIHETO MO3Ta, OCTPbIe
cybnypasbHble TeMaTOMbI I XPOHUYeCKMe CyOfypanbHble
CKOIUIEHMs, TUIIOIIa3MsA BYCOYHBIX JOJIell. Y IAlMEeHTOB C
ocTpoit aHIedanonorobHoit hopmoit 3aboneBanms Homee da-
CTO BBIAB/IACTCA BBIPOKEHHAsA TOOHO-BICOYHAA aTPOUs, KO-
Topas codetaercs ¢ fuddysHoit aTpodueit KOpbI 1 06IACTAMI
DIYOOKMX aHOMaJIMil pasBUTHsA OEIOro BellecTBa TOMOBHOTO
Mosra. Hepenko perucrpupyercs U3OIMpOBaHHOE IOpaKeHue
CKOPJIYIIBI WM B COBOKYITHOCTH C TOP@XEHMEM XBOCTATOTO
sapa [15].

Mexanusmbl passutusa I'A-1 1o KoH1la He usydensl. Ilpe-
UMYI[eCTBEHHOE TOPaKeHUe CTPUAPHOI CHICTEMBI CBA3BIBAIOT
C U30MpaTeIbHON TOKCMYHOCTBIO TIIYTapPOBOIl KUCIOTBHI ¥ /
iy e€ IPOMU3BOAHBIX. TakKe ITyTapoBas KUCIOTA 1 ee MeTa-
60/MTbl MHIMOUPYIOT AeKapOOKCHIa3y TTyTaMMHOBON KIC-
nothl (pepmeHT, yyacTBytomuii B Metabomusme TAMK), uro
BBI3bIBAET CHIDKEHUE KOHI[EHTPALUI STOTO TOPMO3HOTO Hell-
poMennaropa. Paznonorndeckumm 1ccieoBaHsAMIU BbLABIIe-
HO 3HAUNUTE/IbHOE CHIDKEHMe AeKapOOKCUIa3HOM aKTMBHOCTH
B JIOOHBIX OTZEIAX KOPBI TOJIOBHOTO MO3Ta, XBOCTATHIX AApax
U CKOpITyIle, ONIpefieNieHo CHubKeHue KonuenTpaunn TAMK B
LiepeOPOCIHAIBHON >KUAKOCTY Y 60mbHBIX ¢ A-1. He nc-
K/II0YEHO, YTO JIAHHbIE OMOXMMMYECKVE HapyIIeHWUs MOTYT
OBITh BTOPMYHBIMY 1 BOSHMKATh BC/IEICTBYE IIOBPEXIEHMI
TAMK-sprudeckux HeipoHOB Mo3ra [16].

MexaHM3MBl I1aTOT€HE3a OCTPLIX «3IHI[e(PaTUTOIOH00-
HBIX» KPM30B TAKKe OKOHYATeIbHO HesACHbL CYuTaror,
4yro rayraposad u 3-OH-rryraposas KuClOThI, MMEOLIME
CTPYKTYPHOE CXOACTBO C IJIyTaMaTOM, B3aMMOJEICTBYIOT C
N-MeTHI-aCIapTaTHBIMK PeLeTOPaMi, I KOTOPBIX ITIy-
TaMar SB/IIeTCS eCTeCTBEHHBIM aKTMBAaTOPOM, YTO BbI3bIBAeT
Ype3MepHOe HaKoIUleHre noHOB Ca2+ B MOCTCUHAIITUYECKNX
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HelpOHaX ¥ IPUBOJUT K TMOeN KIeTOK. [pyriM BO3MOXXHBIM
HEPOTOKCHYECKUM (aKTOPOM CUMTAIOT HAKOIIEHNE IIPO-
MEXYTOYHOro MeTabomura oOMeHa TpUIITodaHa 1 TU3NHA —
KBVHOJIMHOBOJI KJMCTOTBL. B Hacrosiiee BpeMs JI0 KOHIIa He
pacriosHaHa IpU4MHa JTOOHO-BUCOYHON arpodum u / wm
TUIOIVIA3MN U CyOmypanbHbIX KpoBomsmmsiHmit mpu TA-1.
BbIcKa3aHO IIpedIosioeHue, 4To BO BpeMms sMOpuoreHesa
3-OH-r1yrapoBas KICIOTa MOXKeT Hapyiatb popMupoBaHue
CTEHOK COCYTIOB, B TIePBYIO O4epefib, COCYAOB TOIOBHOTO MO3-
ra, IPUBOJS K MOBBILIEHNIO VX IIPOHNI[AEMOCTH U BO3HUKHO-
BEHUIO KpOBOM3/msiHMit [8, 12].

ITpu ayromncum y Bcex maumeHToB ¢ [A-1 BBIABIAIOT BbI-
P@XKEHHYI0 CYOKOPTMKAIbHYI0 ¥ KOPTUKAIBHYIO aTpodunm
TOJIOBHOTO MO3Ta, aTpOgUUYecKyl0 BEeHTPUKYIOMerammo. B
OOIBILINHCTBE C/Ty4YaeB BU3yaM3UPYIOTCS HEKPOTUYECKIe U3-
MeHeHMs B 00/1aCTH CKOPJIYIIBI 1 TOJIOBKY XBOCTATOTO Spa.
Pesxe mopakaroTcs 3puTebHBIE TPAKTBI, MO3OIICTOE TeTo,
BHYTPEHHs KaIlCy/a, IITyOOKMe OTHeNbl 0eloro BeliecTBa
MO3)KEUKa, CTBO/IA MO3Ta. Y psjja HalMeHTOB OOHapy>KuBa-
10T «Iy04aTyio» JereHepanuio 0eoro BellecTBa, HpenMylie-
CTBEHHO B IIePMBEHTPUKY/LIPHBIX 00/IACTSIX, peXXe B TaTaMyce,
671e{HOM 11ape 11 CTBOJIE TOIOBHOTO Mo3ra [8, 12].

B cBsI3M € peKOCTDIO ¥ MHOTOOOpasneM, TSKECTbIO I He-
OJfHO3HAYHOCTBIO K/IMHIYECKOTO TeYeHsI [Ty TapOBOII aLny-
puu I trna nprBopyM co6CTBEHHOE HAbMIOfIEH e,

Pebenok Bstuecnas H. popgucst 22.06.2016 r., OT TpeTbeit
6epemeHHOCTN (II€pBast — POABI, PeOEHOK 340POB; BTOPAst —
HepasBUBAIOIAACA), NIPOTEKaBIlell Ha (OHe IepCHCTeHIMN
repriec-BUPYCHOI MH(EKIVM, TOKCUKO3a 2 IIO/IOBUHBI, BTO-
PBIX POOB B CPOK, OIEPATVBHBIM ITyTeM C OOBUTMEM IIYIIO-
BMHBI BOKPYT 1en Maccoii 4000 1, AimHOoI 53 ¢M ¢ OLIEHKOI IO
mkase Amrap 7 - 8 6aios.

Ha nepBom Mecsilie xn3HM y pebeHKa OTMedanach pe3kast
npubaBKa OKPYXHOCTH ro/oBbl (+ 5 cM). B Bospacre 2 mecs-
es, 1o gaHHbiM HCI, BBIABIEHBI KUCTBI B BUCOYHBIX OT/e-
JIaX TOJIOBHOTO MO3Ta M IPU3HAKM PACIIVPEHNS TMKBOPHBIX
IpOCTpaHCTB. Marb pebeHKa 0OpaTniach 3a KOHCY/IbTaluel
K HEBPOJIOTY B YACTHBI LIEHTP C JKa/006amMiu Ha CHYDKEHHBII
alIeTUT, BANOE COCaHMe, HMU3KYI IIPMOABKYy Macchl, CHU-
JKEHHbIE MBbIIIEYHBII TOHYC ¥ [IBUTATe/IbHYIO aKTUBHOCTb.
Ha ocHoBaHMu >kanob, pesynbraToB HejipocoHorpadm,
[AQHHBIX 0OBEKTUBHOIO OCMOTPA [0 MECTY XKMUTEIbCTBA OBUI
HOCTaBJIeH AMarHos: IlepuHaraabHOE TUITOKCIYIECKN-MIIeMI-
yeckoe mnopaxenre 1THC, runepreHsnoHHO-ruaponedaisb-
HBIIT CHHAPOM. B X0/ie Ha3HAYEHHOTO JIeYeHNs], BK/IFOYABIIETO
HOOTpOIIHbIE Iperaparbl, Kypcbl Maccaxa, OTJI, bobar-re-
pamio, pe6eHOK, CO C/IOB Marepy, IIOCTENIeHHO HpKroOpern
MoTopHble HaBbIKM. OfHAKO, B Bo3pacTe 5 MecsleB Ha (GoHe
pectiparopHoit MHpeKuuu (OCTpbIi OPOHXUT) PpasBUIICST
[epBBIl MeTabo/MIIecKuii Kpu3 B BHJje 3aKaTbIBAHMsI, Kpa-
TKOBPEMEHHOTO HapPYIIEHNUs AbIXaHVsI, KIOHNKO-TOHIYIECKIX
CYHOpOL, HOC/Ie 4Yero OTMedanach yTpaTa MpUOOpeTeHHBIX
MOTOPHBIX HABBIKOB, IIOSIBI/IACH TOT/IbHASI MbILIEYHAS M-
HOTOHMS, KPAaTKOBpeMeHHble MIOKIOHMU. B Bospacte 6 —
8 MecsilleB peOeHOK IIOTy4/I IOBTOPHO PeabINTALMOHHYIO
Tepamio 6e3 ocoboro apdexra. B9 - 10 MecsLeB MOABUINCH
TUIIepKVMHE3bl PYK, aCUMMeTpMA JIMIja, OIyIIeHNe IPaBoro
yraa pra. K 1 rogy cdopmmpoBamach CacTMIHOCTb BEPXHIX
U HYDKHIX KOHEYHOCTeETL.

B BospacTe 1 rofia 3 Mecs1IeB MaZTbuMK BIIEPBBIe MOCTYIINT
B neguarpudeckoe orgenenne Ne 2 ®TBOY BO PoctIMY ¢
IuarHosom: PesmpyanmbHo-opranmdeckoe mopaxkenne LTHC,
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PEJIKV CIIYYA TJTYTAPOBOV ALIVIIYPVM I TUITA

Y PEBEHKA PAHHETO BO3PACTA

B pexxume T2BV omnpepensaeTcs BbIpaKeHHOE pacliypeHie Cy0apaXHOUaIbHBIX IPOCTPAHCTB FOJIOBHOTO MO3Ta, Cy0aTpodus KOpb
TOIOBHOTO MO3Tra (IIpeMyLIeCTBeHHO BICOYHBIX HO7Ieit), oBbleHre MP curHata B epuBeHTPUKY/IIPHOM 6€/IOM BelljeCTBe TOJI0B-
HOTO MO3Ta.

In the T2VI mode, there is a pronounced expansion of the subarachnoid spaces of the brain, subatrophy of the cerebral cortex (mainly the
temporal lobes), and an increase in the Mr signal in the periventricular white matter of the brain.

B pexxnme TIRM (mogaBiieHne >xupa) ompenernseTcs nopbiieHre MP curuama B mepuBeHTPUKY/LIPHOM O€I0M BellleCTBe TOJIOBHOTO
MO3Ta.
In TIRM mode (fat suppression) an increase in the Mr signal in the periventricular white matter of the brain is determined.

B pexxumax [IBU (quddysuonno B3semeHusIx mpn b = 1000) onpepgensiercs: mosbiienne MP cirHana B KOPTUKOCINHA/IBHBIX TPAKTAX
TO/IOBHOTO MO3Ta
In DVI modes (diffusionally weighted at b =1000), an increase in the MR signal in the corticospinal tracts of the brain is determined.

Pucynok 1. MPT ronoBHoro mosra pe6eHka ¢ rmyTapoBoit auugypueit I uma.
Figure 1. MRI of the brain of a child with glutaric aciduria of the I type.
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CITACTUYECKMIT TeTpamapes, 3ajiep>Kka CTaTO-MOTOPHOro (ca-
MOCTOATE/IBHO He CUJieNl, He CTOSI) U IICKXO-PEeYeBOro pas-
BUTHA (IIPOMBHOCUIT 3BYKY, C/IOTH, TIOHMMAJI Pedb MaTepu Ha
6bITOBOM ypOBHE). Pe6eHOK ObII KOHCYIBTMPOBAH BpadoM-
TeHeTMKOM, ¥ C IIe/IbI0 MCKIIOUYeHMs HAcIefCTBEHHOro 3a-
6oreBaHMsA MpPOBeleHa TaHIEMHAs MacC-CIeKTPOMETpMs, IO
pesy/braTaM KOTOPOJ BBIAB/IEHO CHIDKeHUE KOHLIEHTpaLuy
CBOOOIHOrO KapHUTIHA 1 pe3Koe MOBBIIIeH) e KOHIIEHTPALIN
DIy TapWIKApPHUTIHA, YTO MO3BOIMIO TIPEAIIONIOKUTD BEPOAT-
HOCTb ITTyTapoBoli atynypyn I tuma. IIpu onpenenenym opra-
HIYECKIX KIC/IOT B MOYe BbLABJIEH BBICOKII YPOBEHb [Ty Tapo-
BOIT KUCTIOTHI -1645 MM/M kpeatnHuHa. JJaHHbIe VI3MEHEH
CBIUJIETE/ILCTBOBA/IN B IIO/Ib3Y IIpEATIoNaraeMoro auarsosa. Op-
HOBpeMeHHO IposefieHa MPT ronoBHOro mMosra, BbIABUBIIAS
MP-KapTuHy HepUBEHTPUKY/LIPHBIX IIMO3HBIX M3MEHEeHMUIL,
OWIATallMy HAPY)KHBIX ¥ BHYTPEHHMX JIMKBOPOCOJEPIKAILIX
HPOCTPAHCTB TOJIOBHOTO MO3Ta C ABJICHNAMM CyOaTpodui Kop-
KOBOI1 MOBEPXHOCTY JIOOHO-BUCOYHO-TEMEHHBIX JOTIell MOMTy-
IIapMit TOJIOBHOTO MO3Ta, IPEVMYILeCTBEHHO BUCOYHBIX HOTIeil
(pnc. 1). Ilo manHBIM 12-4acoBoro BHAEO-III-MOHUTOPUHIA
SMIWISNTUYECKNX MPUCTYNIOB, MATTEPHOB SIMIENITIYECKIX
HPUCTYIIOB 1 SNMIIENTI(HOPMHOI aKTHBHOCTH B XOJie MCCTIeNO-
BaHMA He 3apeTCTPUpPOBAHO. [/ yTOUHEeHMsA AUarHosa reHe-
TMKOM PeKOMEH/IOBAaHO IIPOBefIeHNe YaCTMYHOIO aHa/In3a reHa
GCDH MeTon0oM IIpsAMOro aBTOMaTN4eCKOr0 CeKBEHNPOBAHNA.

Pe6eHOK OB HAIIPaB/IeH B OTHE/IEHNE MEIUI[MHCKOI Te-
Hetukn ®I'BOY PIOKD mmenn H.W. Iluporosa B Bospacre 1
rofia 7 MecsLeB Ay 0OCIeTOBaHMsA C LIebI0 YTOYHEHNA ua-
THO32 U JajIbHeiiiero gedeHns. I1py npoBeneHnn 4acTIIHO-
ro ananmsa reHa GCDH meTomom mpsAMoro aBToMaTin4ecKoro
CeKBeHMpoBaHNA B 10 9k30He BbIABAeHa MyTanus ¢.1204C > T
(p-Arg402Trp) B reTepO3UTOTHOM COCTOSHUM, YTO TI03BOJIMTIO
YCTaHOBUTb OKOHYATE/NIbHBIN ANATHO3 — IIyTapoBas aLlufy-
pus I Tumn. [Tanee peGeHOK HEOHOKPATHO HAXOAM/ICA B OT/ie-
neHuy MeguuyHckoy reHetuku ®I'bOY PIKD ¢ puarnosom:
Imyraposas atumypus I tui. CHHEPOM [ieTCKOTO Iiepebpaiib-
HOTO TIapa/n4a, CIaCTUKO-TUIIePKIHETHYeCKIIT CUHAPOM. 3a-
IeprKKa IICHXOpedeBoro passurus (tabmuua 1).

3a mepuop npeObIBaHUA B OTHEIEHUN MEULVHCKOI Te-
vetrku OTBOY PIOKB komiiekc 0OC/IEOBaHUA BKIIIOYAT
KOHCY/IbTAL[M AMeTonora (peKOMeHIOBaHa HM3KOOeIKOBast
mueTa U3 pacyera 1,5 r Ge/ka Ha KWIOIPaMM MAacChl B CyTKI,
IOIOHNUTE/IbHOE IINTaHNe B Bujie PPYKTOBOTO COKA 1 IIOpe),

odranpmornora (aHIMOMaTHsI CeTYaTKU 060UX I71a3), HEBPOTIO-
ra (cmacTmyeckuil TeTparmapes, rpy6as 3afiepyKka IICHUXO-pe-
YeBOT0, CTaTO-MOTOPHOTO pasBUTHU:A); BbIonHeHsl Y3V op-
raHOB OPIOLIHOI TTOTIOCTH, MTOYeK (ITATOTIOTMM He BBIABIIEHO),
93T (mokanbHble ¥ TAPOKCU3MaIbHbIe HOPMBI AKTHBHOCTH, &
TaKoKe arIenTndOpMHast aKTUBHOCTD He BbISB/LIIOTCSA). B oT-
IeTIeHNY TIOTyqasl TATOT€HeTUYEeCKYI0 TePAINIo, OCHOBY KOTO-
POIt cocTaBuIa HU3KOOETKOBAs [iyieTa ¢ HU3KMM COTepPyKaHu-
eM Tpunrogana u musuHa (cMech aMMHOKMCIOT HyTpuren us
pacuera 0,8r/Kr/cyTKu), a TaKXe, COIIACHO MeXXYHAPOHbIM
CTaHJapTaM JledeHVsl JAHHON [aTO/IOTHM, BBICOKOTO3HOE Me-
Tabo/myeckoe yiedeHne JeBOKapHUTHHOM (150Mr/Kr/cyTKn),
pubodrasrrOoM(100Mr/CyTKML).

B Bospacte 3 et 4 MecsueB (ceHTs6pp 2019 T.) MampIMK
MIOBTOPHO TOCMUTAIM3MPOBAH B MEMATPUIECKOe OT/eeHNe
Ne 2 HUMAII ®I'BOY BO PoctIMY M3 P® mya nposenenns
OYepeHOT0 Kypca peabuINTalMOHHON TePaIi C UCIIONb30-
BaHIEM BBIIIEYKAa3aHHBIX IIPENapaToB, a TAKoKe MIPUMEHEeHN
6OTYIMHOTEpAIINN C L]e/IbI0 YMEHbIIEeHNs MPOSABICHMI CIa-
CTUKO-TUIIEPKMHETIYECKOTO CMHAPOMa. [10c/ie BBITUCKH IPO-
IOJDKAJI IO/Ty4aTh METabOMNYeCKYIo U JUETOTePATINIO.

HecMmoTps Ha IOCTOSHHBIN NepOpabHbIN MpUeM BbIlle-
YKa3aHHBIX IIPelaparoB, K IOC/IefHel TOCINTAIN3AINA B
nepuarpudeckoe orgenenne Ne 2 B Bospacre 3jtet 10 MecALeB
( B mapte 2020 1.) Macco-pocToBble mokasarenu (Bec — 11,5
KT; pocT — 95,0 CM) He COOTBETCTBOBA/IN CPEHIM BE/IMINHAM
LEHTWIbHBIX TAOMNULI, COXPAHSICA CACTUYECKO-TUITEPKIHE-
TUYECKUIT CUHAPOM. Pe6eHOK MOCTYIINI B OTAENIEHME B TsDKe-
JIOM COCTOSIHIY, OOYC/IOBIEHHOM MeTa0ONMMYeCKUM KPU3OM,
Ha (OHe KOTOPOro OTMeYa/NCh BsUIOCTb, afiuMHaMus, Onmef-
HOCTb KOXXI1, OTCYTCTBYE allIIeTUTA ¥ GMOXMMITYeCKIe 3MeHe-
HUA: TIOKa3aTenu IkeMuy — 0,6MMO7Ib/J1; TaKTaTa KpOBU —
6,9MMOJIb/N, COYEeTABIINMECS C TUIOKAIMeMIell, aliIo30M.
ITocre mpoBeneHus MHQY3UOHHOI TepaIy PacTBOPAMH IJIIO-
KO3bI C KOMIIOHEHTaMJ, BBEfIeH: JIeBOKApPHUTUHA, pubodia-
BUHA COCTOSIHME CTAOMIUSMPOBATIOCH, TOKA3aTe/N [/IMKEeMUIL,
nakrara, anekrponutos 1 KOC nHopmanusoBanmce.

Takum o6pasoM, IIyTapoBast auuaypus I Tua OTHOCUTCA K
op¢daHHbIM 3a00/IEBaHIAM, KACAIOLIVIMCS HACTIEACTBEHHOTO Jie-
¢duumra rnyrapun-KoA-gerunporenassl (GCDH). Ha npumepe
K/IMHIYECKOTO C/Iy4asi IPOAEeMOHCTPUPOBAHA CTIOXKHOCTD JIya-
THOCTUYECKOTO MOVCKA, HeO/IarOIpIsATHBIE OCOOEHHOCTH Tede-
HIts1 3a0071eBaHIIsA, BUAMMO, O0YC/IOB/IEHHbIE TUIIOM 3a00/IeBa-

Tabmuua / Table 1

JuHaMMKa IMOKa3areneil OpraHM4ecKuX KICIOT B KPOBM 1 MOYe 06cIefoBaHHOTO pebenka (2018 - 2019)
Dynamics of indicators of organic acids in the blood and urine of the examined child (2018 - 2019)

2018 2019 Hopwma /

®eppanb — MapT / CeHTAOPD/ Armperns / Ng o

February - March / September April
Kapuutus cBo60RHbIIL, KPOBb / 8,445 3,047 1,349 0 - 0,45mkMm/n1 /
Carnitine free, blood mkm/I
InyTapunkapHUTUH, KPOBb / 27,685 24,931 23,893 8 — 155 mxm/n /
Glutarylcarnitine, blood mkm/I
JlakTart, KpoBb / 4,4/2,0 58/1,9 6,9/1,7 1,0 - 1.7 mmonb/n /
Lactate, blood nocre yed. / ocre ned. / nocrne ned. / mmol /|

after treatment after treatment after treatment

I'myraposas kucnora, Mmoda / 381,54 343,51 80,2 0-2MM/M / mm/M
Glutaric acid, urine
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PEJIKUI CIIYYAW IJIYTAPOBOV ALIMIYPUN I TUIIA
Y PEBEHKA PAHHETO BO3PACTA

HyA (myTtanuett ¢.1204C > T (p.Arg402Trp) B reTeposUrOTHOM
COCTOAHMM) U TIO3JHO HA4aTOll Tepamnuell JaHHOMY peOeHKY.
MBbI Hoj1araem, YTo BpadaM Mef1aTpUIecKoro npoduis ciegyer
UMeTh HACTOPOXXEHHOCTb B OTHOLIEHNUN Op(aHHBIX 3ab0eBa-
HMIA, OTHOCALIMXCA K Ipymre ¢epMeHTONnaTnit. B aToit cBAsu
CTIeflyeT TIOMHUTb, YTO HOKa3aTebHbIM METOJOM HPIDKM3HEH-
HOJI IMaTHOCTUKM [Ty TapOBOI1 aumypun I THITa AB/IsAeTCA TaH-
JeMHas Macc-CIIeKTPOMETpPUs, KOTOpas IIO3BONACT BBIABUTDH
CHIDKEHNE KOHLIEHTPAIMM CBOOOJZHOTO KapHUTHMHA 1 pe3Koe
HOBBIIICHNMEe KOHILIGHTPALMM IIyTapuiKapHuTHHA. Heobxo-
AVIMO YYUTBIBATb, YTO Haybojee HaJIe)KHBIMU, JOCTOBEPHBIMI
MeTOaMI PaHHelT AMarHOCTVKY ITyTapoBoit atmgypun I tuma
ABJIAIOTCA IPeHaTa/IbHAA JWIM PAaHH:ASA HEOHATajIbHas IUATHO-
CTHKa (HeOHATA/IbHBII CKPUHUHT). [Tpy MX OTCYTCTBUM CTIeiyeT
Y4YUTBIBATh JJAHHBIE HEiIPOCOHOTpadym, KOTOpble MOTYT BbI-
AB/IATH MPU3HAKYM MaKpoledanuy 1 paclimpeHe TMKBOPHbIX
npocTpaHcTB. KpoMe TOro, BaXKHBIM JIA AUATHOCTVKY JAHHOTO
3a00/eBaHA AB/IACTCA OLIEHKA CTETIeHY BBIPOKEHHOCT MeTa-
60midecKoro anyuosa y pebeHka paHHero Bo3pacta. IlanmeHTsr
C CcyOmypalbHBIMM TeMaToMaMy U / WM OUTeMIIOpaTbHBIMU
apaXHOUJA/IBHBIMU KUCTaMI B COYETAHUM C MakKpoledanueir,
AVCTOHVAMM, 9KCTPAMPAMIUJHBIMI HAPYIICHUAMI C e0I0TOM
B paHHeM JIETCKOM BO3pacTe 1 XapaKTePHbIMI HellpOpainoIo-
TMYECKVMY M3MEHEHMS JJO/DKHBL OBITb OOCIeIOBaHbI I UC-
kmodenns ['A-1.

B 3akioueHue ciefyeT oOpaTUTh BHUMAHHUE, YTO (eHO-
TUMNYECKNII CIeKTp HenmedeHHO! GA-1 BapbupyeTcst oT 60-
Jlee pacrmpocTpaHeHHOI (opMbl (60Ie3Hb € M/IafleHYeCKIM
Ha4ajIoM) [I0 MeHee PacIpOoCTpaHeHHOI (Gopmbl (60IE3HDb ¢
60s1ee MO3IHMM HayaIoM, TO €CTh I0C/Ie 6 j1eT u mosxe). Cre-
AyeT OTMETUTD, 4TO peHOTUI GA-1 MOXKET IIMPOKO BapbUPO-
BAaTbCsA MEXJY HEOOCTeOBAaHHBIMI YWIEHAMI CEMbY C OIHUM
U TeM >Ke TeHOTUIIOM, IJIABHBIM 00pasoM, B 3aBUCUMOCTHU OT
BO3PAaCTa, B KOTOPOM IIPOM3OLLET IIePBbIIT OCTPbIiT SHIIe(ao-
MaTUYECKUII KPUSUC: OT TPeX MecALeB o mectu eT B GA-1
C MJIQJIEHYeCKVIM HA4YajioOM WU IOC/Ie LIECTH JIeT, 0COOEHHO
B IIO3IHeM BodpacTe. XapaKTepHO, YTO KPUSKUCHI IIPUBONAT K
OCTPOMY JBYCTOPOHHEMY ITOPAXKEHNUIO TOJIOBHOTO MO3Ta, IIpe-
XKJie BCETO HOAKOPKOBBIX CTPYKTYP M MOCTEHYIOLINM CIIOX-
HBIM HapyLIEHNAM ABIDKeHVs. IIpu ImpoBefeHny CKPMHIHTA
ObICTpOE Haya/lo JiedeHNs1 OecCHMIITOMHBIX (pOpM O3HaYaeT,
9TO GOJIBLINHCTBO JIIOfiEl, Y KOTOPBIX Pa3BIJINCH OBI IIPOSB-
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nennsa GA-1 ¢ geTCKMM WM HMO3JHMM HadajoM, OCTAHYTCA
0e3 4eTKOJ CHMIITOMAaTMKH, IOCKOJIbKY HeoOCIeOBaHHbIe
cnyvan GA-1 ¢ HO3IHMM HAya/loM MOTYT NPOSIBIIATBHCA KaK
Hecrenuduyueckne HEBPOJIOINYecKue HapyleHns (rooBHbIe
607111, TOTIOBOKPYXKeHMe, JeMeHIs 1 arakcus) [5], a Takxe
HOJBEPIaThCs IIOBBILIEHHOMY PUCKY IPYIMX IIPOsAB/IeHNI (Ha-
IpJMep, MOYeYHOI HEelOCTATOYHOCTI), KOTOPble CTAaHOBATCA
OYEBU/HBIMYU II0 Mepe TOro, KaK IOHMMAaHNe eCTeCTBEHHOI
ucropuu nedenns GA-1 npogomkaer passuarbes [17,18].

Pa3paboTka 1 OLleHKa [UIAHOB JIEYEHUs, IIOMOIIN B 00y-

YeHU) U BOCIIUTAHMM MOCTPAJABLINX M UX CEMbAM, @ TAKXKe
usbexanue noOOYHbIX 3PHEKTOB FUETUYECKOTO TedeHns (To
€CTb HeflOelaHysA, HAPYILIeHNsA POCTa) TPeOYIOT MHOTOIUCII-
IUIVHAPHOTO IIOJIXO/ja OIIBITHBIX CIELMANINCTOB 13 CIeLMaI-
3MPOBAHHOTO MeTabo/yeckoro IeHrpa. Heobxommma pery-
JIApHAs OLiEHKAa IIapaMeTPOB POCTa M OKPY)XHOCTM TOJIOBBI,
Hporpecca B pasBUTUM U 0Opa3oBaTeIbHBIX MOTPeOHOCTEI,
KIMHUYECKUX HPM3HAKOB M CUMIITOMOB JIBUTAaTeIbHbIX pac-
CTpOJICTB, OMOXMMIYECKIX IOKa3aTeselt M QYHKIMY odeK (Y
HOAPOCTKOB U1 B3POCTIBIX).

CrnegyeT HOMHATD 06 OLieHKe POJICTBEHHIKOB IPYIIIIBI PU-

cka: o6cefoBaHme BeeX C1OCOB IPYIIIbI PYCKa TI0O0r0 BO3-
pacTa [y paHHe! AVArHOCTUMKU U jledeHus:A. [Ij11 HOBOpOXK-
JIeHHBIX CMOCOB 113 IPYIIIIBI PYICKA B CBSA3M C TeM, 4TO B Poccun
IpeHaTa/bHOE TeCTUPOBAHNE U IIPOrpaMma I7I06aIbHOro Ha-
Ta/IPHOTO CKPMHMHIA HE IIPOBOAATCA, HeO6XOJII/[MO 9KCTPEH-
HOe OIIpefiefieHNe Ha ceMeliHble atoreHHble BapuanTbl GCDH
(ecrt oHM M3BECTHBI), MO0 CPOYHOE M3MEPEHUE MOYEBbIX
OPTaHMYIECKNX KMC/IOT, aMMHOKHCIIOT B IUIa3M€ I HpO(bI/UIb
AVIKapHUTUHA. PanHee HasHaueHUe Me,IU/[KaMeHTOSHOf/’[ TE-
pammu B COYeTaHMM C HU3KOOEIKOBOI 1 BBICOKOYITIEBOFHOI
HI/IeTOﬁl II03BOJIAE€T YMEHDBIINUTD (a B OTHENDbHBIX CIIyYadX —
HPEOTBPATUTh) HeOOpaTHMble IOBPEXJEHUSA CTPYKTYp TO-
JIOBHOTO MO3I3, B Pe3y/IbTaTe Yero YIYUIINTb KaYeCTBO XKUSHN
OJAaHHOI'0O KOHTMHICHTA 6OTII)HI)IX.
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