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PE3IOME

HacnedcmeeHHbie 6051e3HU 06MeHa 8ewecms — 06WUPHAS 2pynna MOHO2eHHbIX
3a6onesaHull. ObMeHHble HapyweHUs uzparm 8ecoMyto poJib 8 CMpyKmype
demckoli uHsanuouzayuu u cmepmyocmu. C nosieieHueM maHoemMHoU Macc-
cnekmpomMempuu cma’sd 803MOXHOU 00HOMOMEHMHAsA OUAzHOCMUKA 60/1bUWI020
4uCs1a 8pOXOEHHbIX 0echekmos Memabosiuzma. KiuHu4eckue nposiesieHus sapua-
6e/1bHbI, HO Yalle uMeem Mecmo nopaxeHue Hep8Hol cucmeMol, cepoud, NeyeHu,
nouek, 2unepaMmmMoHUeMUs, 2uno/2unepaukemus. Jebromuposame 3abonegaHue
MoXem 8 /1l060M 803pacme, paHHee HAYA10 c8UOemesibcmayem o 6osiee MAXENoU
¢opme namosioauu. Ydumelsas mom ¢pakm, 4ymo sieyeHue, Ha4amoe Hd OOK/TUHU-
yeckom amane, 0aém Jiydwiue pe3ysibmamel, MHO2U€ CMPAHbl GKMUBHO pacluu-
pAOM CNUCOK HAciedcmeeHHbIX 3a6os1esdaHuli, onpedesgeMblx NpU NPoseoeHuUU
HeoHamaJsibHO20 CKPUHUH2d HOBOPOXOEHHbIX. Ha Hauano 2021 2. 8 6osibliUHCMae
peauoHo8 Poccutickoli @edepayuu mMaccoswili CKpUHUH2 NpOBOOUMCA HA NIMb
HacneocmeeHHbIx 6one3Hell obMeHa. Bo3pacm kKauHu4eckol MaHugecmayuu
U cnekmp KJIUHUYeCKUX Nposis/ieHUl o4eHb 8apuabesieH, N03momy 3HaHue OaHHoU
NnamoJsio2uu 0YeHb BAXXHO KAk 0J18 neduampos U mepanesmos, mak u 07151 y3Kux
cheyuanucmos. B cmamee npedcmassieHo Kpamkoe onucaHue o6MeHHbIx 3a60-
J1esaHul, OMHOCAWUXCA K 2pynNamM HapyweHUs MemaboausmMma dMuHOKUCI0m
(amuHoayuoonamuu), op2aHu4ecKux KUcom (opeaHuyeckue ayudemuu) u oegek-
mo8 MUMOoXoHOPUATbHO20 [3-OKUCIEHUS XUPHbIX Kucsiom. Cyiedyem ommemume,
Umo HacedcmeeHHas NamMoJio2us 0bMeHa selliecmas He 02paHuYu8aemcs Smumu
mpems 2pynnamu, Ho OaHHble 2pynnbl caMmble 0OWUPHbIe 8 CBOEM K1acce.

Knroyessle cnoea: HacreocmaeHHble 60/1e3HU 06MeHa sewjecms, maHoeMHas
Macc-cnekmpomempus, aMuHOayuOoNamuu, opeaHudeckue ayudypuu, oegekmel
MUMOXOHOPUA/bHO20 B-OKUC/IeHUS
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INHERITED METABOLIC DISEASES: AMINOACIDOPATHIES, ORGANIC ACIDEMIA,
DEFECTS OF MITOCHONDRIAL B-OXIDATION. A BRIEF OVERVIEW

ABSTRACT
BugunO.V., Inherited metabolic diseases are a large group of inherited monogenic diseases.
Martynovich N.N. 2, Metabolic disorders can cause child disability and mortality. Tandem mass spectrom-
Bogonosova G.P.’, etry is a powerful technology that allows to diagnosis a large number of hereditary
AstahovaT.A.', metabolic diseases. Clinical manifestations are variable, but more often the damages
Rychkova L.V. of nervous system, heart, liver, kidneys, hyperammonemia, hypo/hyperglycemia take

place. The disease can make its debut at any age, but the severe forms of the dis-
ease manifest at infancy. Early diagnosis and treatment can significantly improve

! Scientific Centre for Family Health the prognosis; many countries expand the list of diseases included in screening
and Human Reproduction Problems programs. At the beginning of 2021 in most regions of the Russian Federation mass
(Timiryazeva str. 16, Irkutsk 664003, newborn screening is carried out for five hereditary metabolic diseases. The age
Russian Federation) and the range of clinical manifestation are variable; therefore, knowledge of this
2 Irkutsk State Medical University pathology is very important both for pediatricians and therapists, and for specialized
(Krasnogo Vosstaniya str. 1, Irkutsk doctors. The article presents a brief description of next groups of metabolic diseases:
664003, Russian Federation) aminoacidopathies, organic acidurias and fatty acid oxidation defects.

Key words: inherited metabolic diseases, inborn errors of metabolism, tandem mass
spectrometry, aminoacidopathies, organic acidurias, mitochondrial B-oxidation
defects
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AKTYAJIbHOCTb

HacnepncteeHHble 6one3Hn obmeHa Beuects (HBO) -
OGLUMPHDIV KNAacC MOHOTE€HHbIX 3a60N1e€BaHWIA, BbI3BaHHbIX
MyTaLVAMKW B FEHAX, KOAMPYIOLWUX GepMeHTbl 1 6enku, Ko-
TOpble BbIMOJHAT pa3HO0bpa3Hble PyHKUUN B MeTabo-
nu3me knetku. Nogasnsioulee 6onbwnHcTBO HBO Hacneay-
0TCA MO ayTOCOMHO-PELIeCCMBHOMY TUMY. TakxKe onmcaHbl
1 BCe Apyrve TUnbl HacnefoBaHUA: X-CLEeMNNIeHHbIN peLec-
CUBHbIN, C NYTEM Nepeaym no >XeHCKOW INHUN OT MaTepu
CbIHOBbSIM; aQyTOCOMHO-OMVHAHTHbIW, Korga 3abonesa-
HVe nepepaétca oT 60bHOro poanTens, TMbo obycnoBsse-
HO BrepBble BO3HUKLUEN MyTaLuen; MUTOXOHAPUANbHbIN,
B C/lyyae KOTOporo fedeKTHbIN reH HacneayeTca AeTbMu
OT MaTepeli. B pesynbTaTte reHeTMUYECKOW MyTaLumm onpee-
NéHHasn BUOXMMYECcKas peakLms 6IIOKMPYETCA, UTO MPUBO-
[T K HAKOTIEHWIO B KIIETKAX TOKCUYECKNX METABONINTOB, KO-
TOpble OKa3blBAOT NarybHoe BANAHME Ha OPraHn3M, B UTO-
re NpvBoAs K HeOOPATUMbIM U3MEHEHUAM, 3aKaHUMBalo-
WUMKCA TpyObIMU fedeKTamm Uy rmbesnbio opraHunama [1].

HapyweHus obmeHa BellecTB NpeAcTaBasioT cobol
o6WVpPHDBIN Knacc 3aboneBaHunii. CornacHo MexgyHapos-
HoW Knaccudukauum 6onesHen 10-ro nepecmotpa (MKB-
10) oHun wndpytoTca nog kogamu E70-E90 n noppasgens-
I0TCA Ha CefytoLie OCHOBHbIE KaTeropum:

® HapyLieHWsi OOMeHa aMUHOKUCIOT M OOMEHA >KUPHbIX
KncnoTt (GpeHnNKeToHypUsi, TUPO3NHEMMS, GONE3Hb «KITEHO-
BOFO cMpona» 1 ap.);

e HapyuweHuUss oOMeHa yrneBoAoB (raslaktoemus,
bpPYKTO3ypus, NEHTO3YPUA, CEPAEUHDIN FNTMKOreHO3);

® HapyleHnsa obMeHa COUHroNUNAOoB 1 apyrme 6o-
ne3Hu HakomieHus nunupos (6onesHun Oabpu, Kpabbe, Hu-
MaHHa - [Mnka n gp.);

® HapyleHVsA oOMeHa MMKO3aMUHOMMKAHOB (MyKO-
nosincaxapuaosbi);

® HapylweHUss oOOMeHa MKOMPOTEMHOB (MyKOMMU-
[103, MaHHO31J03 U Ap.);

® HapyleHnsa oOMeHa MMNONPOTENZOB 1 Apyrue nu-
NUAEMNN (CEMeHAA rMnepxonecTepuHeMms, rmnepnuno-
npotenHemua OpenprkcoHa u ap.);

® HapyLlleHVsA 0bMeHa NYPUHOB Y MUPUMULNHOB (CUH-
apomJIéwa - HuxeHa, HacneacTBeHHaA KCAHTUHYPUA 1 op.);

e HapyweHus obmeHa nopdupriHa 1 NUPUMUANHA
(cuHppom XKunbbepa, cHapom Kpurnepa — Hasipa, cuH-
apom Potopa u ap.);

® HapyLUIEHWA MMHepanbHOro obmeHa (6onesHb Brnb-
COHa, HeLOCTAaTOUYHOCTb Kucol pocdaTasbl, 60ne3Hb MeH-
Keca n gp.);

® KUCTO3HbIN $P1bPO3;

® amMuIoOMAao3 U ap.

[Ina HBO xapakTrepHO 0CTpoe Hauano, BO MHOTMX Ciy-
yasx C HeobpPaATUMbIMK MOBPEXKAEHUSIMI OPraHOB U CU-
CTeM, a TaKXKe BbICOKas JIeTajIbHOCTb, OCOOEHHO B NMepPBbIN
rop, *m3Hu. 3avactyto HbO nexat B ocHOBe BHe3anHou geT-
CKOW CMepTWU.

OTANYMTENBHON YepTOol 3TOW rpynnbl 6onesHen AB-
nAeTCA Hannume BbicoKoCcneundUUHbIX GUOXMMNYECKNX
MapKepoB 3a00/1eBaHNA, Ha BbIsSIBNEHNW KOTOPbIX 1 6a3u-
pyeTcs B MepBYo ouepeb Ux nabopaTopHas AMArHOCTU-
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Ka. KnnHunueckme npossneHua HbO He Bcerpa cneunduny-
Hbl U XapaKTepPU3yTca OOMbLUMM YKCIIOM FeHO- U $peHo-
KOMUIA, YTO ABNAETCA OOBbEKTVBHON NPUYMHOW, 3aTPYL-
HSAIOLWEN TOYHYIO ANArHOCTUKY 3TUX 3aboneBaHui, Npo-
TeKawLlWK X B page ciyyaeB Nof MacKon MHPEKLNOHHbIX
6onesHeln, NeTCKOro LepebpanbHOro napanuya, anunen-
cun [2]. Bpemsa knuHnuecko maHudectauum Bapuabdenb-
HO 1 3aBUCUT OT BuAa 3a60NeBaHNsA, EFO FrEHETNYECKOrO
Tuna. OgHako B OOMbLUMHCTBE ClyyaeB 60ne3Hb febTn-
pyeT B paHHeM BO3pacTe.

dddeKTUBHbIE METOAbI TEPANUUN MPUMEHAITCA B OT-
HoweHun 150 popm HBO [3, 4]. Tak, ans psiga 3abone.a-
HUIA 13 TPYNMbl aMUHOALMAONATUN, HAPYLIEHNA MeTabo-
NN3Ma OpraHNYeCcKUX KUCIOT 1 AepeKTOB MUTOXOHAPUANb-
HOro B-oKncneHus 3GpPeKTBHbI AUETOTEpPanUs, NPUMeHe-
HUe BUTaMNHOB, KOPaKTOpOB, GepMEHTOB. Ycnex neyeHums
BO MHOIOM OnpefenseTca CBOeBPEMEHHOCTbIO ero Havana.

B 10 Xe BpemA cBoeBpemeHHasa gmarHoctuka HBO
K HacToALeMy BpemMeHU NpOofoxKaeT NpeacTaBnAaTb JO-
CTaToOYHO 6osbLy0 NPobaeMy BBUAY OTHOCUTENIbHO pel-
KOW BCTPEYaeMOCTM, BbIPAaXXEHHOro reHeTUYeCcKoro, Knu-
HUYecKoro n nabopatopHoro nonumopomrsma. OgHako
BO3MO>KHOCTb NPOBeAeHA YCNeLWHOro ieyeHnsa Npu cBo-
€BPEMEHHOM Hauvasie 3acTaBnsfeT obpallatb NpuUcTanbHoe
BHMMaHMe Ha 3Ty rpynny 3aboneBaHuii. BaxHbIM Hanpas-
neHvem 3¢ deKTUBHOM peanu3auny geMmorpadpuryeckom no-
NUTUKN ABNAETCA NPoPUNaKkTMKa MiageHuYecKko CMepTHO-
CTW, B TOM YMC/ie 3@ CYET JOKINHMYECKON AMAarHOCTUKM Ha-
CJIeACTBEHHbIX HapyLleHUn obMeHa Yepes paclmnpeHe
MaCCOBOrO HEOHATAJIbHOIO CKPUHUHTa. [TpodurnakTrka Ha-
cneacTBEHHONW MaTonornuu ABAAETCA NpeanoyYTUTEIbHON
KaK Mo W1pOoTe BO3MOXXHOCTEN, TaK 1 MO SKOHOMUYECKNM
coobpaxkeHnsam. CBOEBPEMEHHO HavaTas AueToTepanus
B KOMMJIeKce ¢ pepMeHTO3aMeCTUTENbHOM Tepanueln CBo-
OUT K MUHMYMY KaK PUCK peanu3auuy 3aboneBaHus, Tak
1 ero daTtanbHble NOCeACTBMUA.

ANATHOCTUKA

HnarHoctrka HBO HauvHaeTcA c onpegeneHus KNnuHu-
YeCKMX CUTyaunin, KOTOpble NO3BOMAT NPEeANONOXNUTb Ha-
nuuve 3aboneBaHus. B reHeanornyeckom aHamHese MoryT
BCTPeYaTbCA AaHHble O CXOAHbIX CUMMATOMAX y POACTBEH-
HUKOB, CNlyYasix CMepTu eTell B paHHeM BO3pacTe, 6nn3-
KOpPOACTBEHHOM OpaKe poauTtenein. Hanuumve Bbikuabilein,
3amepLUnX bepeMeHHOCTEN U MEPTBOPOXKAEHWIN HeobXoaAN-
MO YTOUHUTb NPy cO0ope aKyLIepPCKOro aHaMHe3a MaMbl pe-
6éHKa. Ona paga HBO ecTb UETKas B3aMMOCBSA3b C HaLMO-
HaNbHOW MNPUHAAEXHOCTbIO.

Papom aBTOpOB NpegnoXxeHbl cnefyowme Kputepum,
nossonsAwwme 3anogo3putb HBO:

1. BHe3anHoe yxyAweHne KIMHNYeCKOro COCTOAHNA
pebéHKa nocne neprona HOPMaNbHOIO Pa3BUTUA (CyTKK,
Hefenun, MecAubl), a UMEHHO:

® 0OCTpas MeTabonnueckas sHUedpanonaTus;

® HapylueHne CO3HaHuA (conop, neTaprus, Koma);

® Cy[opOru, pe3nCTeHTHble K aHTUINUAENTUYECKON
Tepanuu.



2. Fenatomeranua (renaTocnaeHoMeranusa) B coyerta-
HUW C NOBbILLIEHVEM YPOBHA NEYEHOUHbIX GepmeHTOB (ANAT,
AcAT) 6onee yem B 1,5 pasa OT pedpepeHTHbIX 3HAUEHWIA.

3. AHomanbHbIV (cneynduyeckunin) 3anax Mouu, Tena,
YLIHOW Cepbl.

4. HapylweHue pocTta BONOC, anoneuus.
MeTabonuuecknin aumnaos.
mnornukemma.

MNoBblLeHWEe KETOHOBbLIX TEN B KPOBU 1 (1n1n) Move.
MHoOXeCTBeHHble nepenombl.

9. [leTckas cMepTHOCTb B CeMbe OT 3aboneBaHui
CO CXOAHbIMY CUMNTOMaMMU.

CyuiectByeT 6510K AOMOMHUTENIbHBIX KPUTEPUEB:

. HeBponorunyeckne cumntombi:
3afiepKa NCMXOMOTOPHOrO Pa3BUTUSA;
yTpaTa NproOGPETEHHDBIX HABbIKOB;
MblLLEYHAA TMNOTOHUA/TUNEPTOHNS;
KapguomuonaTtus;
MeTabonmnuecknin ankanos;
CHUXeEHWe 3peHNns;

CHUXeEHMe Cyxa;
YMCTBEHHAA OTCTanoCTb.

. DKCTpaHeBpasbHble CMMATOMbI:
3agepxKa Gr3nyeckoro pasBuUTUS;
CYHIOPOM CPbIrMBaHWA, PBOTbI;
KenTyxa HeACHOro reHesa.

Mpu Hannunn y pebéHka xoTs 6bl OAHOr0 OCHOBHOIO
uny TPEX 1 6onee AOMOMHUTENbHBIX KpUTepueB Heobxo-
VMO NPOoBeCTV 06CeloBaHVe METOLOM TaHAEMHOWN Macc-
cnektpomeTpun (TMC) Ha HBO [5]. TMC — 3T0 MmeTOZ, N03BO-
NSAOWNA B MUKPOKONIMYECTBAX B1ONOrMYecKon XngKocTu
onpefenntb KOHLUeHTpauum coteH coegnHeHui. C noas-
NIeHMeM faHHOM meToaukn guarHoctnka HbO nogHanaco
Ha HOBbIN ypoBeHb. OnpefeneHve AaHHbIX BELEeCTB BO3-
MOXHO KaK B KPOBW, TaK 1 B APYIX XUOKOCTAX OpraHns-
Ma (Moua, nMKeop). Ans BbinonHeHUss TMC MoXeT 6bITb UC-
NoJsib30BaHa Kak BEHO3Has, TaK 1 KanunnapHaa KPOBb, Ha-
HecéHHas Ha GUNbTPOBAsbHYO OyMary A1 MacCOBOro He-
OHaTaNbHOrO CKpUHMHra. Kak npaBuio, ocywecTBisaeTca
3a60p KanuIsSPHON KPOBU U3 MATKM Y HOBOPOXKAEHHbIX
1 13 Nanbuay geTen cTapluero Bo3pacra.

Tak, no pe3ynbTaTam NPoBeAEHHOro obcnenoBaHUS
cpenu geteli MepBOro noayrofaus »usHu NpkyTcko 06-
nacTu, npoweawmnx guarHoctnky Ha H6O metogom TMC,
y 90 % naumneHTOB KIMHUYECKU HAabModanacb rmnoToHUs.
Okono 70 % peTen UMenu »enTyxy 1 renaTomerasnuio B Co-
YeTaHUM C NOBbILIEHNEM YPOBHA NEUYEHOUHbIX pepMeH-
ToB (ANAT, AcAT) 6onblue, yuem B 1,5 pasa OT HOPMbI; B Ta-
KOM e MpoLeHTe CilyyaeB Oblil OTMEUEH CUHAPOM PBOTbI
1 CPbITIBaHA; OKONO MOSIOBUHBI AETEN UMenu meTabonu-
YeCKU aumnao3 v OTArOLEHHDIV HACIeACTBEHHbI aHaMHE3;
B 24 % cnyJaes 6bina 3aduKcmpoBaHa runornmkemus [6].

CambIMy 06WMpPHbIMK Fpynnamm 3 knacca HbO asns-
I0TCA HapyLUeHUsi MeTaboNM3mMa aMUHOKMCIIOT, OpraHuye-
CKMX KUCNOT, AeEKTbI MUTOXOHAPUANIBHOTO [3-OKNCIEHNS.

Mpwn nposegeHnn TMC gna onarHOCTUKN fAHHOW Fpyr-
bl 3a00N1€BaHNI UMEET 3HaUeHVe OnpeaesieHne aMrHO-
KMCNOT, aUWTKaPHUTMHOB, a TakkKe obLero n ceoboaHo-
ro KapHUTMHA.
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[nAa yTOYHeHMA KNMHNYECKOro ArMarHo3a NCcnosb3yioT-
CA MONEKYNAPHO-TEHETMYECKNE MeTOAbI ANArHOCTUKU FreHe-
Tnyeckoro gedekTa. PykoBoACTBYACh TEM, UTO yCnex neye-
HWA BO MHOTOM OonpefenAeTca BpeMeHeM Havana Tepanuu,
pAg cTpaH BHeapunm metoanky TMC B nporpaMmmbl HaLmo-
HaNIbHOrO CKPVHMHIA 1 aKTMBHO PacLUIMPAIOT CMeKTp Mac-
COBO CKPUHMpPYEMbIX 3a00/1I€BaHWN Af1A AVATHOCTMKM U Ha-
yana Tepanuu Ha JOKNMHMYeckon ctagum [7]. MaccoBblin
CKPVHWHT HOBOPOXAEHHbIX MPOBOANTCA B HAaCTOsALLEE Bpe-
Msi B 52 cTpaHax mupa. CnekTp NpoBoAMMOro obcnenosa-
HWA 3HaUYNTeNbHO BapbupyeT oT 45 Ho3onoruin B CLUA, 27 -
B VicnaHuum, 14 - B FfepmaHuun n 7. 4. Ha tepputopum Poccun-
ckon Qepepaumu (PO), cornacHo Mpukasy MunHncTepcTea
3[paBoOXpaHeHNA 1 counanbHoro passutua PO, HaunHasa
€ 2006 r. HeoHaTaNbHbIN CKPUHWHI MPOBOANUTCA Ha NATD 3a-
6oneBaHuii. Pag cy6bekToB PO Ha permoHanbHOM YpoBHE
pacwmnpunm HeoHaTasnbHbI CKPUHWHT. Tak, B MOCKoBCKOM
0611aCTW, CKPYHVIHT OCYLLECTBNAETCS JOMNMOHUTENBHO eLé
Ha 6 3aboneBaHun, B CBepAnoBCKoOM — Ha 11.

Bornpoc o paclumpeHmn ckprHUpyembix 3aboneBaHuni
HeoaHoOKpaTHO nogHmMancsa B Poccuiickonn ®epepaumnn. Og-
HaKo MOMVMO OYEBUAHOV NOMb3bl B BUAE CHUMXEHUA CMepPT-
HOCTM 1 yNyuLleHWA pe3ynbTaToOB lIeUeHUs BBUAY €ro paH-
Hero Hayana, paclUMpPeHHbIN HEOHATASTbHbIA CKPUHUHT Me-
eT 1 NoABOAHbIE KaMHU, B MepPBYI0 ouepesb, B BUe NOBbI-
LUEHMA NIOXKHOMONOXKMTENbHbIX Pe3yNnbTaTos [7].

[o pacwmpeHuna cnekTpa MacCoBO CKPUHUPYEMbIX 3a-
60neBaHWi cBOeBpeMeHHas aAnarHoctmka HbO 6asmpyetca
Ha KOMMNETEHTHOCTM Bpayel KIMHNYECKMX CreLmanbHOCTEN.

Kak 6b1110 yka3aHo Bbiwwe pa3gen HBO BkniovaeT 605b-
LIOW CMeKTp MaTosorunii, Hanbosiee OOLINPHBIMA Tpymna-
MU 13 KOTOPbIX SIBASIOTCA HapyLeHUss MeTabonvama amu-
HOKUCJIOT, OpraHNYecKkmx KUCIoT, fedekTbl MUTOXOHAPU-
ANbHOTO [3-OKMC/IeHNs, O HO30JIOTMYeCcKux Gpopmax KOTo-
pbiX OYZET N3MTOKEHO HIKE.

HAPYLWIEHWE METABOJIN3MA AMUHOKUCIOT
(AMMHOALMAOMNATUN)

MiMmeHHO c onucaHnsa HapyLeHUs MeTabonM3Ma aMnHo-
KUCNOT HaumHaeTca uctopus nsydyeHus HbO. Apumbanbg
Fappon B 1902 r. B KypHase «The Lancet» ony6nunkoBan cBoé
nccnefoBaHme, NOCBALWEHHOe ankanToHypun. lNepsoe yno-
MUHaHwue o peHnnkeToHypum (DKY) oTHocnTcA K 1934, KOor-
aa Ac6bépHom QEnnmHrom 6binio 06HapPY»KEHO NOBbILLEHKE
bEeHNNKeTOHOB Y eTel C YMCTBEHHOM OTCTaNOCTbO. A onu-
CaHuve TOro, YTO PaHHAA AMArHOCTMKa B COYETaHMM C paH-
HUM HayanoMm AgueToTepanuu y geten ¢ GeHUNKeTOHypU-
el MOXKeT NPefoTBPaTUTb Pa3BUTUE YMCTBEHHON OTCTaNo-
ctu, npueeno PobepTa MNatpu B 1963 r. K pa3paboTke TecTa
ans maccoBoro obcnienoBaHua Ha OKY, KoTopbili sBusnca
pPOAOHAYaNbHNKOM HEOHATaNIbHOro CKpuHMHra Ha HBO [8].

OKY, TnposnHemus |, Il, lll TMNoB, ankanToHypusA — 3a-
60neBaHNA, BO3HMKAOLME HA PA3HbIX 3Tanax MeTabonus-
Ma ¢eHunanaHnHa go dymapara u aLeroawerara.

OeHnnkeToHypuna

3aboneBaHue BbI3BaHO AedeKToM GeHUNaNnaHnHIm-
OPOKCMasbl, KOTOpas yyacTByeT B NpeBpalyeHnn dpeHnna-



NaHVHa B TUPO3WH, B pe3ysibTaTe Yero NnpouCcXOAUT NoBblLLe-
Hue ypoBHA PpeHunanaHnHa B KpoBu. Takxe BblAenatoT Ko-
dakTopHyto OKY - Bug OKY c octatouHom pepmMeHTaTUBHON
AKTMBHOCTbIO, BbI3BaHHOWN fedeKTamu 6-NMpyBOUATETPA-
rMAPONTEPUHCMHTA3bI, TyaHO3MHTpUpochaTUMKIOrnapo-
nasbl, AUrnaponupunanH pegykrasbl. [eH PAH pacnonoxeH
Ha xpomocome 12 (q22-24.1). PacnpocTpaHEHHOCTb AaH-
HOro 3a060/1eBaHNA BapbMPYeT B Pa3HbIX CTPaHaXx 1 B Cpeq-
Hem coctaBnAeT 1:10 000 HoBOpOXAEHHDbIX. B Hawen cTpa-
He laHHOe 3ab0N1eBaHNe BXOAWT B MACCOBbIN CKPYHUWHT HO-
BOPOXAEHHbIX, MO3TOMY BbIABAAETCA Ha AOKINHNYECKOM
3Tane nyTém onpepeneHnsa YpoBHA GpeHnnanaHnHa B Kpo-
BuW. CieyeT OTMETUTb, UTO 3TO eAVHCTBEHHOE 3aboeBaHne
N3 H/XKEOMMCAHHbIX, BKNIOYEHHOE B HaunoHanbHyto ckpu-
HUHIOBYIO Mporpammy Ha TeppuTtopun Poccninckon Mepe-
paunn. B cnyyae oTcyTCTBUA Tepanuu OTMeYaloTCAa Hapy-
LUEHVA HEPBHO-NMCUXMYECKOrO pa3BUTUA C POPMUPOBAHN-
€M YMCTBEHHOI OTCTanocTu. YpoBeHb dheHunanaHmHa 6o-
nee 6 Mr/gf y>Ke MOXeT CUMTaTbCA HEGNAronpuATHLIM Ans
pPa3BUTUA KOTHUTUBHbBIX GYHKUMA. OCHOBHOE NeyeHre 3a-
KJI0UaeTcsi B COOMOAEHNN ANETbI C OrPaHMYEHNEM MOCTY-
nneHuna GeHunanaHviHa c nuwen [9].

TuposuHemus | Tuna

(renaTtopeHanbHaa TuposuHemus, HT-1)

[laHHasA dopma TMPO3UHEMUN NPEACTABASET HANOOb-
LUNIA KNTMHUYECKNT HTEepeC BBUAY 6osiee YacTo BCTpeya-
€MOoCTK, Bbi3blBaeTcA aedpekrom PpymapunaueTtoaLietasbl,
bepMeHTa, KaTann3npyoLLero KOHeYHbI 3Tan MeTabonms-
Ma TMPO3MHa, Nepexos ManeunaueToaueTtaTta B pymapar
1 aueToauertar. [pu gaHHOM 3aboneBaHun reH FAH pacno-
NIOXKeH Ha xpomocome 15g25.1 [10]. PacnpocTpaHEéHHOCTb
TMpo3uHemuu | Tna — 1: 20 000 yen. CneunduyHbIM ABNA-
€TCA NOBblLUEHNe YPOBHA CYKUMHUIALETOHa B MOYE 1 NJ1as-
Me KpoBU. Tpo3mHeMua | Tna MOXeT NpoTeKaTb B TPEX Ba-
priaHTax: OCTPOM, MOJOCTPOM U XPOHMYeCcKoM. [1pur ocTpom
Hauane 60ne3HU BbICTPO HapacTaeT NeYéHoYHas He[oCTa-
TOYHOCTb: FreMopparnyecknin CUHGPOM, FTMNOrAnKemus, ac-
LUKUT Ha GOHe Arnapeun 1 PBOTbI, COMPOBOXKAAILLENCA HaNN-
yrem cneumndrUecKoro 3anaxa «BapeHoN KanycTbl» — Xapak-
TEPHbIA NAaTOrHOMOHUWYHbIV NPU3HAK. JleueHre B OCHOBHOM
HanpaBfieHO Ha OrpaHNYeHne NOCTyreHna peHmnanaHm-
Ha 1 TUPO3MHa C NuLen. B TaKENbIX cnyyasx npuberatot
K TpaHCcnnaHTauum nevenn [11].

AnkanToHypua

3aboneBaHue, BbI3BaHHOE 1epEKTOM rOMOTr€HTU3NHOK-
CMAa3bl, KOTOPAA KaTanm3mpyeT nepexos roMmoreHTu3nHoO-
BOW KNC/IOTbl B MajiennaleToTaLeTaT B LuKie metabonms-
Ma TPO3uHa. B pesynbTtaTe nepexofa roMOreHTU3NHOBOWN
KUCNOTbl B GEH30XMHOHYKCYCHYIO KACIOTY MPOUCXOAUT Ha-
KOMJIeHMe OXPOHOTNYECKOro NMrmeHTa. OXPOHO3 (MUrMeH-
TaLKWA) MOXKET BO3HMKATb B CKIepax, yLlax, KoxKe 1 cepaue,
npvBoAA, Kak Npasuno, Kk 30 rogam, K apTpuTam, nopaxe-
HUIO CepAeyHOoro KnanaHa, KaMHAM B NoYKax. PaHHui npu-
3HaK anKkanToOHypUU — BbleneHne y pebEHKa Moun, GbICTPO
TemHeloLeln Npu CTOAHNN Ha BO34yXe, NogorpesaHun. [eH
HGD pacnonoxeH Ha 3q13.33. B cpegHem pacnpocTpaHéH-
HoCTb cocTaBnaeT 1:250000-1:1000 000 uen. AnarHoctu-
Ka OCHOBaHa Ha BbIfIB/IEHNM BbICOKOIO YPOBHA FOMOTreHTU-
3MHOBOW KNCOTbl B MoYe npu TMC. B neyeHunmn ankanToHy-
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PV NPUMEHSIETCS HUTU3UHOH — MHTMOUTOP 4-ruapokcnde-
HUNNUPYBaTANOKCUIeHasbl, bepMeHTa, NpoayLMpYoLLero
rOMOTreHTU3NHOBYIO KNCNOTY. Icnonb3oBaHe HUTU3MHOHA
MOMOraeT OCTAHOBUTb OXPOHO3 U CHU3UTb CKOPOCTb NPO-
rpeccupoBaHusa 3aboneBaHua [12].

HAPYLWIEHWA METABOJIUSMA AMUHOKUCIIOT
C PA3BETBJIEHHOW LIEMbIO

B gaHHyto rpynny aMMHOKNCIIOT, KOTOpPbIe ABMAIOTCA He-
3aMEHVMbIMU ANA YeNTOBEKA, BXOAAT NENLUVH, N30MENLNH,
BanuH. MpefcTaBuTenem JaHHOM rpynmbl 3aboneBaHUN AB-
NseTcA NenunHo3 (6one3Hb «KINEHOBOTO CMPOMay).

JleiiymHo3

3aboneBaHne BbI3bIBAETCA CHUXEHUEM aKTUBHO-
CTV MyNbTUGEPMEHTHOrO KOMMJIEKCA AernaporeHasbl
Q-KETOKMUCNOT C pa3BeTBNéHHOM Lenbto [13]. B cocTtas 3T0-
ro KOMMieKca BXxogaT 4 cyovenuHuubl: E1a (reH BCKDHA,
19q13.2), E1b (reH BCKDHB, 6q14.1), E2 (ren DBT, 1p21.2),
E3 (ren DLD, 7931.1) [14].

Mo TsXecTn TeueHns 3aboneBaHne OENUTCS Ha Tpu
BMJa: KNAaCcCUYECKMIA, MPOMEXYTOUHbIN, MPepPbIBUCTbIN, TaK-
»Ke BblAenAlT UyBCTBUTENbHbIN K TMaMUHY BapuaHT. Pac-
NPOCTPAHEHHOCTb NeNLUNHO3a, NO AAaHHbIM NUTepaTypbl,
cocrtasnsaet 1:185 000.

B knaccmuyeckom BapuaHTe 3ab0sieBaHUe HauMHaeT-
CA B HEOHaTaSIbHOM BO3pacTe, MPOABAAETCA TAXKENON dH-
uedanonaTuer B BUae pasfpa)keHnsa unm BanocTu, 0TKasa
OT efibl, MOBTOPAKLINXCA CTEPEOTUMHbBIX ABVPKEHWI TUMA
«pexToBaHVe» NN «e3fa Ha BENOoCUNeae»; HeBpoornye-
CKMe HapyLLUeHUA MPOorpeccupytoT BAAOTb A0 KOMbl. MoxeT
ObITb OTMEUEH CJTAKOBATHIN 3aMax OT MOUU, YTO 1 Ao Ha-
3BaHVe A4aHHOW NaToNor1u.

Ina markux Gopm xapakTepHa 3afeprkka HEPBHO-NCK-
XNYECKOro 1 GpU3NUYECKOro pa3BuUTUA.

Mpwn nposegeHnn TMC B KpOBU OTMeYaeTCA NOBbILe-
HVe NnerunHa, N30MenLUHa, a TakKe BasinHa, B MOYe MoBbl-
LIAeTCA ypOBeHb 2-TNAPOKCM30BaNIepraHOBON, 2-TNAPOK-
CMN30KanpaHOBOW, 2-TMAPOKCM-3-MeTuIBaNepraHoOBON
KMUCNOT.

ba3oBoe neueHne BKNYaeT Ha3HaueHne AneTbl C orpa-
HUYEHMEM NIeNLMHA B NMILLE, BBEAEHME TaMMHa B fo3e 50—
100 Mr/geHb Npy TMAaMUH-YyBCTBUTENbHBIX dopMax 6oes-
Hu [13, 15].

HAPYLEHUE CUHTE3A CYJIbOATUPOBAHHbIX
AMUHOKUCOT

MpepcraBuTenAMn JaHHOW rpPynnbl aMUHOKUCIOT AB-
NATCA METUOHWH U LNCTEUH.

MNoBbiweHne cofgeprkaHne YPOBHA METUOHMHA Xapak-
TepHO AN pAfa 3aboneBaHuin: TposHemun | Tmna, nedu-
LMTa UNTPUHA, TOMOLIMCTUHYPUN.

FomouuncTnHypusa

Knaccuyecknii Tvn roMoLuCcTUHYpUn Bbi3BaH AeheKkTom
LMCTAaTUOHUH [3-CHTa3bl Ha MYTU NPEeBPALLEHUS FOMOLCTE-
MIHA B LMCTaTMOHAMVH. [OMOLMCTENH ABNACTCA HECTPYKTYP-



HOW aMUHOKNCIIOTON, 06pa3yloLenca Ha nyTn MmeTabonus-
Ma MeTMOHMHa. B pe3ynbTate NnponcxoauT HakonaeHne ro-
MOLMCTENHa N METUOHMHA. CnefyeT OTMETUTb, YTO LMCTa-
TUOHVH B-CHTa3a ABNAETCA NMPUAOKCYH- (B6) 3aBUCMbIM
dbepmeHTOM. [M03TOMY BbIZENAOT NUPUAOKCUH-UYYBCTBU-
TeSIbHYI0 Y MUPULOKCUH-PE3UCTEHTHYIO GOPMbI 6ONE3HMU.
B knaccmueckom BapuaHTe AnsA OnucbiBaeMolr aMMHoaUm-
JonaTuy XxapakTepHa TeTpaga CMMNTOMOB: MOPaXKeHME ra3
B BUJE TAXKENON MMONUMN N SKTONUMN XPYCTaNMKa, KOCTHON
CUCTeMbl (YUpe3MepHbIf POCT, ANINHHbIE KOHEYHOCTM, CKO-
NIN03 N SKCKaBaTOpHaA rpyfHas KeTka, TO eCTb MOXeT Ha-
NMOMVHaTb Map$aHOVAHBIN FrabrTyc), COCYANCTON CUCTEMDI
(Tpom603mbonusa) n LUHC (3agepKa pa3Butna/yMCTBEH-
HasA OTCTanocCTb). [1o AaHHbIM NUTEPATYPbI, PAaCNPOCTPaAHEH-
HOCTb WKpPOKO BapbupyeT o1 1:200 000 go 1:335 000 B 3a-
BMCMMOCTY OT nonynaunmn [16]. FToMoLUMCTUHYpUIO Bbi3blBa-
10T MyTaumm B reHe CBS, pacnonoXXeHHOM Ha A/INHHOM nie-
ye 21-11 xpomocombl (21¢22.3), B HacTosILLee BPeMA onunca-
Ho 60nee 190 MyTaLuii aHHoro reHa [17]. Mpwy AnarHocTtrke
Metogom TMC Knaccumyeckyro FroMOLMCTUHYPUIO MOXKHO 3a-
nofo3punTb MO NOBbLILLEHHOMY YPOBHIO METUOHMHA B KPOBM.
Tepanuio HauMHaT C NPOBHOIO NPUMEHeHNA BTaMriHa B6
B fo3e 10 mr/kr/cyTku. [Mpn NMPNAOKCUH-YYBCTBUTENbHON
bopMe NPoNCXONT yMEHbLLIEHNE COAEPHKaHNA FOMOLMCTe-
MHa B KpoBu. OCHOBHOE fleyeHne NUPUAOKCUH-PE3NCTEHT-
HbIX pOPM HamnpaBiieHO Ha COOMOeHe ANETbI C OrpaHu-
YyeHviemM NOTPebNEHA MPUPOJHOro 6eslKa C Lesblo YMeHb-
LIEHWA NOCTYNNEHNA METUOHNHA B opraHn3m [18].

HekeTtoTuueckasa runepramunHemMus

[JaHHOe 3aboneBaHMe 00YC/IOBNEHO AieDEKTOM pacLLe-
nneHva rmuymHa. MyLYH HakananeBaeTca 6onblue B Lepe-
6POCMVHANBHOW XXMAKOCTU, YEM B KPOBM, UTO ABNAETCA AU-
arHOCTUYECKUM KpUTEPMEM NOCTaHOBKM ArarHo3a. HekeTo-
TUYecKkasa runeprivuMHeMmnsa — ogHa 13 BO3MOXHbIX Npu-
UMH HeoHaTaslbHbIX Cyfopor. [eHeTuYecKkn reTeporeHHoe
3aboneBaHvie 06yCNIOBNEHO MyTaLMAMY B TPEX PA3HbIX re-
Hax: 1) myTaumm reHa GLDC, kogupytoLiero 6enok P (nokyc
9p22); 2) myTauuu reHa GCST, kogupytoLero 6enok T (fo-
Kyc 3p21.2-p21.1); 3) myTaumm reHa GCSH (nokyc 16g24) [19].
Mo gaHHbIM NUTEepaTypbl, PAaCNPOCTPAHEHHOCTb COCTaBNA-
et 1:55 000 yen. MNpu TMC noBbiweH YypOBeHb rMULMHA
KaK B KpOBW, TaK 1 B IMKBOpe. [lneTa c orpaHnyeHnem no-
TpebneHna FMULMHA He BCerpaa AaéT XOpoLUme pe3ynbTaThl,
TaK Kak MOMUMO NMOCTYMIEHNA C NMULLENA NPOUCXOINT €ro 13-
ObITOUHOE SHAOreHHOEe CUHTE3UPOBaHMe. B neueHnn npu-
MEHAIOTCA NpenapaTbl, HanpPaB/IEHHbIE HA CHUXKEHWE KOH-
LeHTpaumy ruumHa B nnasme (6eH3oat HaTpus). B neve-
HUW Cy[lopOr NpenapaTamMu NepBO IMHUN ABASIOTCS GeH-
3o4uasenambl [20].

3ABOJIEBAHUA, CBA3SAHHDbIE
CHEAOCTATOYHOCTbIO ®EPMEHTOB LIMKJIA
MOYEBUHDbI

LInkn MmoyeBVHbI — NyTb MeTaboNM3Ma a30Ta, KOTOPbIN
NMPOVCXOAUT B OCHOBHOM 3a CUET KaTabo3mMa aMUHOKNC-
noT ¢ 06pa3oBaHVEM 1 MOCTEAYIOLVIM BbIBEAEHMEM MOYe-
BVIHbI. B JaHHOM npouecce yyacTByloT 6 pepMeHTOB 1 2 ne-

peHoCUYMKa aMMHOKMCNOT. HapylieHma unKkna MoYeBurHbI
BO3HMKAlOT B pe3yfnbTaTe HaceACTBEHHON HeJOCTaTOUYHO-
CTV No6Oro n3 wectn GpepMeHTOB UK ABYX TPAHCMOPTE-
POB NyTW LKA MOYEBMHDbI.

KapbamoungocghamcuHimemasa |- pepmeHT, KOTopbIi
KaTanvsunpyeT Nepexo ammMmaka, CBA3aHHOro c brkapboHa-
ToM, B Kapbamoundocdart. JlepeKT faHHOro pepmeHTa Bbi-
3bIBaeT 3abosieBaHve, MEILLEe Ha3BaHME «HeJoCTaTou-
HOCTb KapbamoundocdaTt-cmHTasbl» [21]. TeH CPST pacno-
NIOXKEeH Ha 2q34 [22].

OpHUMUH-MpaHcKkapbamusiaza cnocobCTBYeT Nepexo-
Ay KapbamounnuutpaTta C OPHUTUHOM B LMTPYIH. Hepo-
CTAaTOYHOCTb OPHUTKH-TPaHCKapbamuiasbl — 3TO NaToso-
s, BbI3BaHHasA CHUXKEHEM aKTUBHOCTU JaHHOTO GepMeH-
Ta. FeH OTC pacnonoxeH Ha Xp11.4 [23].

CoOTBETCTBEHHO, NpPY FreHeTnyYeckux gedekrax 3Tmx
IBYX GEepPMeHTOB Oy[IeT OTMEUATbCA CHUXKEHME YPOBHS Ln-
TpynnuHa (Cit) B KpoBu npu nposegeHun TMC.

Ap2UHUHOCYKYUHAMCUHMA3da KaTanusupyet obpa3oBa-
HUe aprMHMHOCYKLUMHATA 13 LATPYIMHA 1 acnaparmHOBOM
Kncnotol. [lepekt gaHHOro depmeHTa NPUBOAMUT K Pa3BU-
Tro uutpynnnHemun 1-ro tuna (CTLN1). Fen ASST pacno-
NOXKeH Ha 9q34.11 [24].

Ap2UHUHOCYKYUHAM/IUA3d y4acTByeT B pacLiensieHnn
APrMHMHOCYKLUMHATA ¢ obpa3oBaHem dymapaTa U apru-
HYHA. MyTauma B reHe, OTBETCTBEHHOM 33 BblPaboTKy ap-
TMHUHOCYKLMHATNA3bI, Bbi3blBaeT aprHUH-AHTaPHYIO aLu-
aypwuio. F'en ASL pacnonoseH Ha 7q11.21 [25].

[inAa aByX BbllleyKa3aHHbIX GepMeHTONaTUIN XapakTep-
HO nosbiweHue untpynnmHa (Cit) B kposu npu TMC.

Ha nocnegHem 3Tane LMKna MOYEBMHbI MPOMCXOANT
pacLiensieHne aprmH1MHa 4O MOYEBUHbBI M OPHUTKHA. JTa pe-
aKkuua KaTanusmpyetca depmeHToM apruHason (ARG). He-
[OCTaTOYHOCTb aprHasbl — HO30/10rMYeCKOe Ha3BaHe fAaH-
HoW natonorun. ina naHHoro fgedeKkra xapakTepHO NoBblI-
LweHve apruHumHa (Arg) B Kposu npu nposegeHun TMC. l'eH
ARG 1 pacnonoeH Ha 6q23.2 [26].

[MoMMMO 3TOro MaToNOrnio Bbi3blBAIOT TPAHCMOPTHbIE
bepmeHTbl, yyacTByoLe B NEPeHOCe aMUHOKUCIOT: Op-
HUTUHTpPaHcoKa3a (ORNT1), nepeHOCYnNK OPHUTUHA-LN-
TpynnuHa, n umtpuH (Citrin), Hocutenb acnapTaTta/rnyTama-
Ta.[pun pedpuunTe OPHUTMHTPAHCIOKA3bI (TMNEPOPHUTIHE-
MUK) BbIABAAIOTCA MyTauum B reHe SLC25A15, KOTOpbIN pac-
nonoxeH Ha 13q14.11[27].TeH SLC25A13 npu gedurymnte uu-
TpuHa (uutpynnnHemuwm Il Tna) HaxoamTca Ha 7q21.3 [28].

CyMMmapHasi yacToTa BCTpeYyaemMocT 3abosieBaHUNM,
CBA3aHHbIX C HapyLIEeHNEM LKna moyeBuHbl, — 1:35 000.

[nAa Bcex Ho3onornyeckux Gopm HapyLleHUn Lukna
MOUYEBVHbI XapaKTepPHO MOBbILEHE aMMMaKa B KPOBU.
Mpw 6onee arpeccrBHbIX HEOHATaNbHbIX BapuaHTax 6ones-
HU rMNepaMMOHKEMIA MPOABAETCA B BUAE TAXKENOro nopa-
»eHua UHC: aHopekcuns, neTaprus, cygoporu, koma. Mpu 6o-
nee «MArKUX» TUMNax 3aboneBaHUsi OTMEYANTCA Npexoaa-
LMe noTepa anneTunTa, pBoTa, NoBeAeHYeCKMe OTKIOHEHUS.

B ocTpyio ctagmio Tepanua HanpasieHa Ha CHUXeHne
YPOBHSA amMMaKa B KPOBW NYTEM NPUMEHEHMNA reMogunanu-
3a, 3KCTPaAKOPNOPasIbHON MEMOPaHHOW OKCMIreHaLmm, Takxe
C3TOW Liefbio UCMonb3ytoTcA hapMakonormyeckre npenapa-
Tbl, Takne Kak peHunaleTaTt HaTpus, 6eH3oaT HaTpus. Jon-
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rOCPOYHOE NeYeHMe BKIOYAET ANETUYECKOE OrpaHNYeHne
6esika, Ha3HaueHVie MPENapaToB, HaNPaBEHHbIX Ha NOrJIo-
WweHue a3oTa (GeHnnbyTrpaT HaTpus, beH3oaT HaTpus) [29,
30]. TakKe NpOBOANTCA 3aMeCTUTENbHAA TepanyiA nepopanb-
HbIM MPUEMOM LMTPYvHA B go3e 170 Mr/Kr/cyTkun npu ge-
buLrTE OPHUTMH-TPaHCKapbammnasbl [31]. AprHUH B fo3e
400-700 Mr/Kr/cyTKn NCMONb3YIOT NPY apPrUHUH-AHTAPHON
aunzypvu, npu geduumte OpHUTUHTPaAHCIOKa3bI [4, 32, 33].

OPrAHUYECKUE ALUMOEMUN
(OPTAHUYECKUE ALUAYPUN)

[laHHaA rpynna HacieACTBEHHbIX 3a00NeBaHniA Xa-
paKTepusyeTcsi HapylUeHEM OOMeHa OpraHNYeCKrX KUC-
not. [ina Heé xapaKTepHO BblAeNeHNE OPraHNYeCcKX amu-
HOKMC/IOT C MOYOM, YeM 1 06 BACHAETCA faHHOE 1M onpe-
nenenue. K opraHnyecknm aumaypusam oTHOCATCA Chepny-
loLne HO30/1I0rUU: N30BanepuaHoBas, MeTUIMANIOHOBaA,
rnyTapoBas, NPONUOHOBAaA auMAEMUN, a TakKe HeJoCTa-
TOYHOCTb BMOTVHMAA3bI.

MeTtunmanoHoBas aungemusa (MMA)

3aboneBaHune, CBA3aHHOE C MOJIHbIM UIN YaCTUYHBIM
OTCYTCTBUEM aKTMBHOCTU GpepMeHTa MeTuamanoHnn-KoA-
MyTa3bl, KOTOPbI y4acTBYeT B MeTab0/IM3Me NPONMOHa-
TOB (MPOM3BOAHbLIX aMUHOKMNCIIOT C Pa3BETBIEHHON CETbIO,
TaKMX KaK U30M1IeMLMH, TPEOHWNH, METUOHWH, BaNvH, XUp-
HbIX KMCIIOT C HEYETHBIM YMCIIOM aTOMOB Yriepoga, Xxone-
CTepurHa) Ha ypoBHe nepexona MeTuamManoHnH-KoA B cyk-
unHun-KoA. Kodpaktopom metunmanoHun-KoA-myTtasbl AB-
naeTca apeHo3unkobanamuH (sutammH B12), nostomy ge-
dekT cnHTe3a B12 Takke NpuBOANT K Pa3BUTUIO METUIMA-
NOHOBOW aumaypun. Takxke, TOMUMO Knaccniyeckom Gopmb,
BbIAENAT KOMOVHUPOBaHHYO GOPMY B COUETAHUN C FOMO-
unctuHypvien. M3onnposaHHaa MMA moxeT GbiTb Bbl3Ba-
Ha MyTaUMAMM B Pa3HbIX reHax: pacnonoeHune resa MUT -
6p21,reHa MMAA -4q31, reHa MMAB - 12q24, reHa CD320 -
19p13.2 [34]. PacnpocTpaHEHHOCTb, MO NNTEPaTYPHbIM AaH-
HbIM, MOXeT Konebatbca ot 1:50 000 go 1:250 000. OaHa-
KO NMpY MacCOBOM NPOBEAEHNN HEOHATaJIbHOrO CKPUHMHIA
BbISIBNAEMOCTb AaHHOW naTonorum goxoamt ao 1: 11 000.
Mpu TAXénom BapuaHTe 3aboneBaHne MaHUpecTupy-
€T B HeOHaTaJlbHOM MepuoAe, NPOABAAETCA NOPaKeHNnemM
LUHC BnnoTb Ao netaprum 1 KOMbl. XapaKTepHbl MeTabo-
NMYeCcKre HapyLleHna B BUe KeToauuaosa, rmnepammo-
HUEeMUK, TMAOTANKEMUK, HENTponeHun. MNMpu npoBeaeHUN
TMC xapaKTepHO NOBbIWEHWE B KPOBU NPONUNOHUAKAPHK-
TuHa (C3), cBoboaHoro KapHuTuHa (CO), rrUKMHa; B MOYe OT-
MeuaeTCcA NoBbILUEHVE METUIMANIOHOBO, 3-TMAPOKCUNPO-
NMMUOHOBOW, 3-TNAPOKCK-N-BanNepraHOBOM, METULTIIMOHHOW
KNCNOT, NPONMOHUATANLNHA. JleueHe B OCTpbI nepuog
HamnpageJ/ieHO Ha 60pPbOY C MeTAbONMUYECKUMI HapyLLEHU-
AIMY, B YaCTHOCTW — Ha 60pbOY C rmnepammoHviemMmenn (1c-
Monb3ytloT 6eH30aT HaTpus, peHNNbYTUpaT HaTpus). Tepa-
NnA BKIIOYAET HU3KOOENKOBYIO AneTY, Npw B12-3aBUcrMbIx
¢bopmax — BHYTPMMbILLEYHOE BBEEHUNE LIAHOKOOONaMIMHa,
npuém L-KapHUTKHa — oNnA NpefoTBpaLleHna BTOPUYHOIO
Jedununta KAPHUTLHA; TaKKe MPYMEHAETCA MEeTPOHNAA30N
ONA NpefoTBpaLLeHna pocTa NPONMOreHHON MUKPOGIopbI

KMLWeYHVKa, TPaHCMIaHTaumMa neyeHn 1 noyek npu naoxo
KOHTpPONMpyeMom TeueHnn [34-36].

MponvoHoBasa aungemns

TakXKe KaK 1 Mpuy METUIMANIOHOBOW, MPY NPOMMOHOBOM
auMaemMnv MPOVICXOAUT HapyLLIEHVIe MeTabosIM3Ma NPOMMo-
HaToB. B saHHOM cniyyae HabnogaeTca aedekT B reHax PCCA
(13932.3) n PCCB (3922.3), KognpyoLwmx nponuoHunn-KoA-
KapboKcmnasy, KaTanusupyoLlyto nepexo nponuoHu-KoA
B meTunManoHun-KoA. PacnpoctpaHéHHocTb — oT 1:45 000
B CTpaHax bnvxHero Boctoka go 1 : 250 000 B cTpaHax Es-
ponbl. HeoHaTanbHaa popma, TaK e Kak 1 Npy MeTuma-
NTOHOBOW auuaypwvn, XapaktepusyeTca nporpeccupytoLlen
sHuedanonaTren, NoBbILLEHVEM YPOBHA aMMUaKa B KPOBMU.
Mpwu pgebiote 3aboneBaHus B bonee cTapLuem Bo3pacTe Xa-
paKTepHbl KAPANOMMONATIA, KaK AnnaTalMOHHanA, Tak U Tn-
nepTpoduryeckasn, HapyLLeHNA CEpAeYHOro puTMma C yaanHe-
Huem nHTepsana QT. MNpu TMC B KpoBM NOBbILWEH YPOBEHb
nponuoHunkapHuTHa (C3), MOXeT OTMeYaTbCA MOBbILLE-
HVe YPOBHA rMuumnHa. B moue xapaktepHo nosbiweHve 3-rn-
APOKCMMPONMOHOBOW KNCNOTbI, METUALMTPATA, MPONUOHNIT-
rIVUMHA. JleueHre BKIOUAEeT HU3KOOETKOBYIO IVETY C PEKO-
MeHAALMsAMU n36eraTb ronofaHuis, Npuém L-kapHnTrHa, fe-
3UHTOKCVKALMOHHYIO Tepanuio Npy MeTabonnmueckmx Kpu-
3ax, TPAHCMAAHTaLMIO NeYeHN NP TAKENOM TeueHun [37].

NsoBanepnaHoBas aunpgemuna

OpraHunyeckaa aumaypus, CBA3aHHaA C HapyLleHnem
cnHTe3a depmeHTa n3oanepun-KoA-gerngporeHasbl (reH
IVD, pacnonoxeH Ha xpomocome 15q15) [38], yuacTtBytoLe-
ro B MeTabonm3me neiyuHa Ha YpoBHE Nepexofa u3osare-
pwn-KoA B 3-meTunkpotoHun-KoA. PacnpocTpaHéHHOCTb
kone6netca ot 1:67 000 B l'epmaHum go 1:775 000 B AB-
cTpanun. KnuHunyeckme tunol 1 Bpemsa maHudecTaumm Ba-
purabenbHbl — OT TAXKENbBIX HEOHATANbHBIX 1O «MATKUX» U
6eccuMnTOMHbIX dopm. 1A febtoTa B HEOHaTalbHOM BO3-
pacTe xapaKTepHbl PBOTa, CyJOPOrY, METAabONIMYECKI auu-
[03, rmnepamMmmoHuemMuns, rmnep- nav runornnkemma. Moxet
ObITb OTMEUEH HEMPUATHBIN 3aMax «MOTHbIX HOT» Y TAXKeo-
60NbHbIX MIaAeHLEB.

Ona «marknx ¢opm» XxapakTepHbl 3N1M30bl KEToaLeTo-
HEeMNYeCKNX PBOT, MOMMMO 3TOFO0 MOTyT OTMeYaTbCA KOor-
HUTKBHbIE 1 Apyrue HeBposnoruyeckne aucdyHkumu. Mpu
TMC B KpOBIM OTMEYAeTCA MOBbILEHNE N30BaNepus-Kap-
HUTKHa (C5), B MOYe xapaKTepHO NoBblIlleHMe 3-rnapoKcu-
130BafiepraHoOBON KNCIOTbI, 3oBanepun-rnmumHa. Ctpa-
Tervs JONroCPOYHOrO JleueHNs HanpaBeHa Ha cobnoge-
HUe H13KODOENTKOBON ANETbI C Liefbl0 OrpaHNYeHns NoCTy-
naeHnAa nenymHa C nuwen, Npuém L-kapHnTrnHa, KOTopbIn
CNoco6CTBYET BbIBEAEHMIO C MOYKAaMM TOKCUUYHON cBOOOA-
HOW N30BanepraHoBON KNCIOTbI [39].

FnyrapoBasa aunpemus 1-ro Tuna

3aboneBaHue, Bbi3BaHHOE fedeKTOM PpepMeHTa riyTa-
pun-KoA-gerngporeHasbl (reH GCDH KapTUpoBaH Ha Xpo-
Mocome 19p13). laHHbI pepMeHT yuacTBYeT B MeTabomn3-
Me NN3UNHa, TMAPONN3KHA, TpUnTodaHa Ha yPOBHE Nepexo-
aa rnytapun-KoA B kpoTtoHun-KoA.

PacnpoctpaHéHHoOCTb BapbupyeT ot 1 : 30 000
Ao 1:100 000 uen. Mpu popme ¢ paHHUM HayanoM Xapak-
TepeH fe6ioT B NepBble 2 rofia Xu13Hu B Buge sHLedannue-
CKOTO KpK13a, 4acTo CBA3aHHOrO C BO34eNCTBUeM Tpurrep-
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HbIX pAKTOPOB (pecnmpaTopHOE 3a60/1eBaHMe, BaKLMHALSA,
onepauus). [MpoasneHnsa HecrneLdUUHBI 1 MOTYT BKNIHOYaTb
TMNOTOHWIO, ABUraTe/IbHbIE HAaPYLUEHUSA, Cy4OPOri.

Mo3aHee Hauano 3abosieBaHNA MOXXHO 3aMOA03PUTb
y AL C TONOBHBbIMU OonAMY, Snunencuen, Makpouedanu-
en, gemeHumen. Mpu nposegeHnn TMC oTmevaeTcA NoBbI-
weHwne rnytapun-kapHutuHa (C5DC) B KpoBK, MOBbILLEHNE
rnyTapoBOMu, 3-TMAPOKCMITYTapOBOW KMCNOTbl B MOYe.

OCHOBHbIMM MPUHLMMNAMUN JIeYEHUA ABNATCA: YyMEHb-
LeHWe NOCTYMNNIEHNA NN3MHa NYTEM COONMOAEHUs HU3KO-
6EeNKOBOW AMETDI, @ TaKXKe ycuseHne GprU3noIornyeckom
JeTokcuKkauum rnytapun-KoA ¢ nomoubio fobaBneHus
L-kapHuTrHa B nuwy [40].

Oedbuumnt 6MOTNHNAA3ZHI

BuoTtnHupasa asnaetca KopepmMeHTOM AnA YeTbIPEX
KapboKcurnas, KOTopble YYacTBYIOT B [TIIOKOHEOTeHe3e, Ka-
TabosI3Me HeCKONbKMX aMUHOKUCTIOT C Pa3BETBIEHHON
Lienblo U CUHTE3e XXUPHbIX KUcnoT. Mpu gedpuynte kapbok-
C1Nas NX akTUBHOCTb CTAHOBUTCA HegocTaTouHoW. [epBas
KapboKcunasa — 3To NMpyBaTKapOOKCMIa3a, CHUXKEHNE aK-
TMBHOCTM KOTOPOW NPUBOAUT K HAKOMMEHNIO MOJIOUYHOM
KUCIOTbl 1 anaHuHa. lMponuoHat, 3-OH-nponuoHaT n me-
TUALMTPAT HaKanMBaloTCcA 13-3a fedeKTa NponmoHmnn-KoA-
Kapbokcrnasbl. [pu CHKEHUN aKTUBHOCTY hepMeHTa 3-Me-
TUIKPOTOHUN-KOA-KapOoKCcmiasbl NPOUCXOAUT HaKorie-
HVe 3-MeTUAKPOTOHUAMNLMHA N 3-TMAPOKCUM3onepara.
YeTBepTana gedurumTHas KapboKkcmnasa — 3To auetun-KoA-
Kapbokcunasza. 3aboneBaemocTtb BapbupyeT oT 1 : 40 000
po 1:60 000. Mo gaHHbIM HEOHATANbHOIO CKPUHVHIA, Ya-
CTOTa B pa3HbIx cTpaHax coctasnaet 1:7000 - 1:30 000.

3aboneBaHne MOXeT AebloTUPOBaTb B NIIOOOM Bo3pac-
Te. Hanbonee Taxénble popmbl 60NE3HN Pa3BMNBAOTCS B HE-
OHaTa/lbHOM Neproe 1 XapakTepur3yoTca TAXKENbIM Nopa-
»eHrnem LUHC: runoToHus, oTKas oT efibl, pBOTA, Cyaopory,
BMIOTb A0 KOMbI. XapaKTEPHOWN YepTol 6one3Hu ABnseT-
CA MOpPaXXeHne KOXK1: epMaTUT, KOTOPbI MOXeT Haromum-
HaTb cebopeliHbIN, BUPYCHbIN, FPUOKOBLIN, a TaKXe anorne-
uus. Y 6onee nNonoBuHbl 60bHBIX C AePULUTOM OBUOTUHU-
Jasbl onucaHa noteps ciyxa. [eH BTD pacnonoeH Ha Xpo-
Mocome 3p25. OCHOBHble CNOCoObl AMArHOCTUKNA AaHHOTO
3aboneBaHUs — GBUOXMMYECKE MeTObl. AKTUBHOCTb G1O-
TUHVAA3bl ONPERENAIOT B CbIBOPOTKE KPOBY, IMM$Oo6nacTax
1 numdoumnTax. XapakTepHbIM BUOXMMUUYECKM MaPKEPOM
3a60M1eBaHNA CIYXUT TMNEePIKCKPeL A C MOYOI OpraHu-
YECKX KACNOT: 3-rMapOoKCMU30BaNepuaHoOBO, MOSIOYHON,
[B-ruppokcnponroHoBo, dyMapoBOWi, 2-OKCUyTapOBOW,
METUIIMOHHOW, NOBbILLEHME B KPOBU 1 MOYE COOTBETCTBY-
rowmnx aunnkapHuTHoB (C50H). MiccnegoBaHue Ha He[OCTa-
TOYHOCTb 6MOTVHUAA3bI BKITIOUEHO B MPOTrPaMmMy CKPUHUH-
ra MHOTVX CTPaH. BrnepBble CKPUHWHT Ha AaHHOe 3aborneBa-
Hue HayaT B BuppgxnHun B 1984 r. JleueHue 3akntovaetca
B 3aMeCTUTENIbHOW Tepanum B Buae Npuéma 6uotunHa [4,41].

OEQEKTbl MUTOXOHAPUAJZIbHOTO
B-OKUCNEHUA XUPHbIX KUCNOT

YKupHble KUCNOTbI NOABEPraloTCs MUTOXOHAPVAIbHOMY
[3-okumcneHno ¢ Lenblo BbICBOOOXAEHWS SHEPTY B Nepu-
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ofbl rofIofaHNA NN NOBLILLEHHOTO SHEPreTUYeCcKoro no-
TpebneHusa. CymMapHasa pacnpoCcTpaHEHHOCTb ONMCbIBae-
Mol rpynmnbl 3aboneBaHunin coctaBnaet 1:5000 - 1:10 000.
B 3aBMCMMOCTI OT AINHDBI YrNepOaHON Lienu, »KUpHble Knc-
NOTbl NOAPA3[AENATCA Ha AJ/IMHHOLENOYeYHble, cpefHeLe-
rnouyeyHble 1 KopoTKoLernovyeyHble, MeTabonnam KUPHbIX
KMCNOT ABAAETCA MHOrOCTYNeHYaTbiM MPOLEeCccoMm, Ha nep-
BOM 3Tare BK/II0YaoLWEeM TPAHCMOPT XKUPHbIX KACIOT C ANVH-
HOW YrnepoAHOW Lemnblo U3 LUTOMNa3Mbl KNeTKn Yepes Ha-
PY>KHYIO 11 BHYTPEHHIOI0 MeMOpPaHbl BHYTPb MUTOXOHZ PN,
Mpouecc TpaHCMEMOPAHHOIO NEPEHOCA XKMPHbIX KUCIOT
NPOVCXOANT NPV YYACTUN KAPHUTKHA, KOTOPbI obecneun-
BaeT 06pa3oBaHUe auWIKapPHUTMHOB C ASIMHHON Yrepoa-
HOW Lienbio — CoefVHEeHUN, TPaHCNOPTUPYEMbIX B MAaTPUKC
MUTOXOHZPWIA. Ha 3TOM 3Tane MoryT oTmeyaTbca AedeKTbl
KapHUTUH-NanbMuToUnTpaHcpepasbl 1-ro Tnna (CPTI), He-
JOCTAaTOYHOCTb KaPHUTUH/auUAKaPHUTUH-TPAHCIOKa3bl
(CACT), HepOCTaTOYHOCTb KapHUTUH-NanbMUTOMNTPAHC-
depasbl 2-ro Trna (CPT 1), cucTemHbIn nepBUYHBIA fedu-
uuT KapHuTMHa (SPCD).

[lanee B MUTOXOHAPUN NPOUCXOQNT 3TarNHOE Npeobpa-
30BaHVe QIMHHoLenoyeyHoro auyun-KoA B cpegHeueno-
yeyHbI aumn-KoA, n 3aTtem B KOPOTKOLENMOYEYHbIN aLu-
KoA c BbicBobOXAeHEM MoneKyn aueTun-KoA, KoTopbii
CHabXaeT TKaHW SHeprven B Nepuoa NCTOLWEHNA SHepre-
TMYEeCKNX 3anacos.

Ha sTane BHYTPUMUTOXOHAPMANIbHOIO OKUCAEHUA XNpP-
Hbix Kucnot (OXKK) BcTpevatotca cnepytowne aedekTbl: He-
[OCTaTOYHOCTb OYEHb AIMHHOLeNnoYeYyHon auyun-KoA-ge-
rmaporeHasbl XUpHbIX Kucnot (VLCAD), aepuumnt MUTOXOH-
ApvianbHoro TpudyHKLUMoHanbHoro benka (TFP), HepgocTa-
TOYHOCTb AIMHHOLeno4vyeyHon 3-rupgpokcuaymn-KoA-ge-
rmaporeHasbl X1pHbIX KncnoT (LCHAD), HegocTaTouyHOCTb
cpenHeuenoyeyHonm auun-KoA-gerngporeHasbl XUPHbIX
kncnot (MCAD), HeOCTaTOYHOCTb KOPOTKOLLENOYEYHOM
auunn-KoA-germnpporeHasbl XUpHbIX Knucnot (SCAD), a Tak-
K€ MHOXEeCTBEHHbI aednumnT auun-KoA-gerngporeHasbl
(rnyTtapoBas aumaypusa 2-ro Tuna, GA2).

Dednunt KapHUTUH-NanbMmuTounTpaHcdpepasbl

1-ro Tuna (CPTI)

MposBnaeTca B paHHEM BO3PaCTe, XapaKTEPHbIMU CUM-
NTOMaMM ABMAOTCA TMNOKETOTMYECKAA TUMOTTTIMKEMUSA, ANC-
bYHKLVA NeyeHy € 6bICTPbIM NepexooM B MEUEHOUHYIO He-
pocTtatouHocTb. [eH CPTTA pacnonoxeH Ha 11q13.3 [42].
Mpn TMC B KpoBe xapaKTepHO MOBbILIEHMEe YPOBHA CBO-
604HOro KapHUTUHa (CO) 1 CHYXKEHWe YPOBHEN ANIMHHOLe-
noyeyHbIx aumnkapHuTnHoB (C16, C18).

Dednunt KapHUTUH-aLNAKaPHUTUH-

TpaHcnokasbl (CACT)

benok CACT kogunpyetca reHom SLC25A20, KoTopbii
KapTupoBaH Ha xpomocome 3p21.31 [43]. 3aboneBaHue,
Kak MpaBuio, NPOTEKaeT TAXKeS0, XapakTepunsyeTca Kapam-
omMuonaTuen, »KenyaouyKoBOM apuTMUERn, TrMnorankemMmmnen,
rmnepammoHvemunein. bonee nosgHve NPoABNeHUA BKIIIO-
YaloT SMNM304bl PBOTbI, TMAOINKEMUN, NTETKYIO XPOHUYe-
CKYIO rMnepaMmMOHNEMNIO, CKEIETHYI0O MMOMATUIO 1 rnnep-
Tpodurueckyo Kapanommonatuio. Takke MOXeT OTMeYaTb-
cA 3agepkKa passutus, cygoporu. No TMC otmeyaeTca no-
BblLLEHME ASINHHOLeNoYeYHbIX aumnkapHuTuHoB (C16,C18).



OedununT KapHUTUH-NanbMuTounTpaHcpepasbl

2-ro Tuna (CPT 2)

[lns naHHOro 3aboneBaHNA XapakTepeH AebioT B noa-
POCTKOBOM WX BO B3POC/IOM BO3pacTe B BuAe MMonaTtuy,
NPOABNAKLIENCA HENEPEHOCMMOCTbIO GU3NYECKON Ha-
rpy3ku. MoryT oTMeuaTbCs 3n1304bl pabgomronusa C co-
NyTCTBYIOLMM PUCKOM NOYEYHOW HeJOCTaTOUYHOCTH. Pexe
BCTpeyYaeTcA HeoHaTanbHaa Gopma, TUNMUYHBIMU 415 KOTO-
POV ABAAIOTCA aHOMaNMM 1L, NOYEK, B KIIMHNYECKOW Kap-
TVHE: TMNOTOHMA, KAPANOMMNOMNATMA, apPUTMIK, CYJOPOTN.
HabniogaeTcs noBblweHe JAIMHHOLENOYEYHbIX auuKap-
HuTHOB (C16, C18) no TMC. BbiaBnAeTca myTauma B reHe
CPT2, KoTOpbIN KapTMpOBaH Ha 1p32.3 [44].

CuCTeMHbIN NepBNYHDbIN AePULNT KapHUTUNHA

(SPCD)

[aHHoe pedunuMTHOE COCTOAHME NPOABNAETCA TUMNOo-
KeTOTMYECKOWN rMnornMkeMmen, rmnepaMmmMmoHemMmen, gnc-
byHKUMen neyeHn, KapanommonaTmen n rmnoToHuen. e
SLC22A5 pacnonoxeH Ha 5g31.1 [45]. B xone npoBeneHns
TMC oTMeuaeTcs OUeHb HU3KUI YPOBEHDb CBOOOHOMO Kap-
HUTNHA, CHUXKEHMe BCeX aLUNKapHUTUHOB.

HepocTtaToUHOCTb OUYEHb ANIUHHOLIeNOYeYHOoN

aumn-KoA-gernpporeHasbl }KUPHbIX KUCNOT

(VLCAD)

MonHbI AedpuunT NpoABNAETCA B NepBble AHW nocne
poXOeHMA B BUAE TAXKENON KapAnOoMMonaTum 1 3a4acTyio
MMeeT fleTallbHbI UCXO[, B MepBble HECKONTbKO AHEN 13-
HW. YacTnuHaa HeOCTaTOYHOCTb AebTHPYeT B MOAPOCT-
KOBOM M1 BO B3POC/IOM BO3pacTe MMNoKeTOTUYECKON -
nornukemuen, muonaTuein n pabgomvonunsom. FeH ACADVL
pacnonoxeH Ha 17p13.1 [46]. o TMC oTmeyaeTcA noBbile-
HWe aunnkapHuTrHa (C14) B KpoBu.

Oedmunt MUTOXOHAPMANIBHOIO

TpudyHKUMoHanbHoro 6enka (TFP)

1 HeA0CTaTOYHOCTb A/IMHHOLENOYeUYHo’

3-rugpokcnauyun-KoA-pgerngporeHasbl XKUPHbIX

Kucnot (LCHAD)

[aHHble Ho30M0rnyeckne GopMbl UMEIOT CXOAHbIE MPO-
ABNEHWA, OfHAKO cunTaeTca, uto TFP npoTekaeT Taxenee.
Kapauomuonatus siBnsetca Hanbosnee YacTbiM NPOsB/IEHN-
€M TsKENbIX HeOHATasbHbIX TUMOB 60Me3HU. Takke OTMeYa-
€TCA MMNOoKeTOTUYECKasa rmnornmkemums, AMchyHKUmA neye-
HU (Hanpumep, B Buae cMHApoM Peite), xonectas 1 pabaomu-
onum3. [pakTryeckn Ana NONOBUHbI NaLMEHTOB XapaKTepHa
nurmeHTHaA petuHonatusA. lNpu LCHAD BbiaBnsaeTca myTauma
BreHe HADHA (2p23.3) [47], npu TFP - HADHA (2p23.3), HADHB
(2p23.3) [48]. Mpwn npoeepeHn TMC oTmeyvaeTca noBsbliLle-
Hue C160H auyunkapHutrHa y nauyueHToB ¢ TFP 1 nosbiwe-
Hre C160H 1 C180H auunkapHUTUHOB Y 601bHbIX ¢ LCHAD.

Dedununt cpegHeuenoyeyHom

auun-KoA-gerngporeHasbi (MCAD)

MpeacTaBnsaeT cobor Hanbonee pPacnpPoOCTPAHEHHYIO
natonoruo u3 rpynnol gepexkroB OXKK. N'eH ACADM pac-
nonoxeH Ha 1p31.1 [49]. KnnHnuyecKkn xapaKTepHbl PBOTa,
06e3BOXMBaHNE HA GpOHE TMMOKETOTUYECKOWN TMMOrMKe-
MUW, TnepammMmoHnemnm. JnchyHKLUS NeYeHn MOXKeT ObITb
KIMHNYECKN NOXOXen Ha cnHapom Pea. MNpoeepénHaa TMC
B KPOBY NOKa3bIBaeT MOBbILLIEHNE YPOBHA CpefHeLenoyey-
HbIX aunnkapHuTHoB (C6, C8, C10).
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Oedununt KopoTKoL,enoyeyHom

auun-KoA-gerupporeHasbl (SCAD)

Hedekt OXKK c bonee mArkum teueHunem. l'en ACADS
pacnonoxeH Ha12g24.31 [50]. MoXeT npoABAATLCA NIOXN-
MU BECO-, POCTOBbIMU MPUOGABKAaMK, TMNOTOHKEN, CY[0pPO-
ramu. SCAD guarHocTnpyeTca no NOBbIWEHNIO YPOBHA KO-
poTKoLenoyeyHoro auunkapHutiHa (C4) B KpoBM Npu Npo-
BegeHnn TMC.

MHoKecTBeHHbI gedpuumnT

auyun-KoA-pgerngporeHasbl (rnytapoBas

aumpypusa 2-ro Tuna, MADD)

[na naHHOWM MaToONOrnMM XapakKTepHbIMU ABNAOTCA
BPOXAEHHbIE MOPOKM Pa3BUTUA (TakMe Kak MOJSIMKNCTO3
noyek, aHOManuaA cTon, AepeKT MyCcKynaTypbl H/XHEN Ya-
CTV XKMBOTA, TMNOCNagna, ANCMNIa3nA KOpbl FOTIOBHOIO MO3-
ra v rnno3s). OTmevatoTca gucmopduyeckme NpusHakm: ma-
Kpouedanus, yBenmueHne pasmepoB 60JbLLIOr0 POAHNYKA,
TesleKaHT, aHOManus yLIeid, BbICOKUI 1106 1 MiocKas nepe-
Hocuua. Kapanonatua ABNAETCA TUMUYHBIM MPOABIEHNEM
rnyTapoBoOu aumaypumn 2-ro Tuna. Moxet oTmeuaTbCa 3a-
nax «MoTHbIX HOM» OT pebéHKa. bonee mMsirkne TUMNbl faHHO-
ro 3aboneBaHus, Kak MNpaBuo, CBsi3aHbl C AepULNTOM pu-
60¢naBrHa 1 NPOABNAIOTCA 3NN304aMV PBOTbI, TMMOKETO-
TUYECKONM MMNOrANKEMUEN, aLuna030M, renaToMeranmen
unn muonatuen. ins 6onee nérknx Gopm Hannume nopo-
KOB pa3BUTUA He XapaKTepHo. l'eHbl: ETFA (15¢24.2-q24.3),
ETFB (19913.41), ETFDH (4932.1) [51]. B kKpoBu oTmMeyvaeT-
CA MOBbILWEHME KaK KOPOTKOLIENOYEYUHbIX aLUaKapHUTY-
HOB, TaK 1 CpefHe- U ANVHHOLIENOYEYHbIX aUUIKapPHUTK-
HOB. B MOue MoBbIWaloTCA ryTapoBas, M30BaiepraHoOBas,
3TWIMANOHOBAasA KMUCIOTbI [52, 53].

O6wwe NpUHLUNbLI Tepanumn 6one3Hel, BbiI3BaHHbIX Ae-
beKTaMn MUTOXOHAPUANIBHOTO B-OKMCIIEHMS, 3aKITIoYaloT-
CA B COOMoAeHM ANETbI, HarnpaBeHHOW Ha NpefoTBpa-
LeHre 3nn30[40B ronoganua. Muwa npuHmumaeTca pery-
NAPHO, N OPraHN3YIOTCA NepeKyCbl B TeUeHne OHA 1 nepeq
cHoMm. B cnyyae pedekTa paclienneHus cpegHeLenoyeyHbix
aUUNKapPHUTMHOB FPYAHOE MOJIOKO U CTaHJapTHble Cme-
CU, KaK NpaBuno, fonyctumsl. MiHoraa Tpebyetcs n3beratb
yrnoTpebneHus Mmacna TpUrMLePYAO0B CO CPeaHen AnHON
uenu. B oTHoweHnn aedeKta OKUCTIEHNA ANMHHOLIeNnoYey-
HbIX aLMIKapHUTUHOB — UCMOJIb30BaHME rPyAHOro MOJIOKa
M CTaHAAPTHbIX CMeceli HEBO3MOXHO, MOTYT MPUMEHATb-
CA CMeCU AnA HeJOHOLWEHHbIX AeTeN U TMNoanepreHHble,
B KOTOPbIX BblLLE COAEPKaHNE CPefHELLENOYEYHbIX TPUMN-
uepugos. B cnyyae pedpuunta KapHUTUHA Ha3HayvaeTcA 3a-
MecCTUTeNbHaA Tepanusa KapHUTMHOM. HekoTopble dopmbl
rnyTapoBoOM aungypum 2-ro Tmna ycnewHo noggatoTca Te-
panuu pubodnaBuHom (BUTaMuH B2) [4, 52, 54].

3AKNIOYEHUE

HacnepcrtBeHHble 60ne3HN 0b6MeHa BeLLecTB ABAIOT-
Cs O6WMPHON rpynnoli opdaHHbIX FeHeTNYeCcKux 3abone-
BaHWi. Peflkas BCTpeYaeMoCTb, HapAaay C nonvmopodurs-
MOM KIMHUYECKMX 1 TabOpaTOPHbIX MPOSABNEHWI 3aTPya-
HAIOT ANArHOCTUKY. Hanbornee xapakTepHbIMU ABNSAOTCA He-
BPOJIOrMYecKme HapPYLLIEHNA C TSXENON sHUedanonaTmen



BMJIOTb 10 KOMbl B HEOHaTaSIbHOM NEPUOAE NN 3aJEeP>KKOI
HEPBHO-MCMXMYECKOro Pa3BUTMA Y AeTer cTapLuero Bo3pac-
Ta; MOPAKEHVE MEeYEHUN 1 MOYEK; KapANOMUOMATUA; METa-
60NMYECKNA aUnI03, TUMo- U TUNEePrNKEMUS, TUNepam-
MoHnemua. TMC aBnaeTca NpocTbiM U 3GHEeKTUBHBIM METO-
JoM nepBoro 3tana gnarHoctukn HBO. MHorme ctpaHbl ngyT
Mo NyTV PaCLUNPEHUS YNCSIA CKPUHUPYEMbIX 3a60N1eBaHNIA,
TaK Kak OT BPEMEHU Hayana Tepanuy BO MHOrOM 3aBUCUT
eé yCnewHoCTb. VigeanbHbiM BpeMeHeM ABAAETCA Hayano
nevyeHns Ha LOCUMNTOMATNYEeCKOM ypoBHe. B Poccunn ckpu-
HUHT NPOBOAUTCA Ha NATb 3a00/1eBaHNIA, COOTBETCTBEHHO
OT Bpauen-KNMMHNLMCTOB TpebyeTcs xopoluee 3HaHme HBO.

KoHdnukT nurepecos
ABTOpPbI AAaHHO CTaTby COOOLLAIOT 06 OTCYTCTBUM KOH-
dNMKTa UHTEpPEeCoB.
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