BeepeHnune

HacaencrBennble 3a0o0JieBaHUSA HEPBHOW CHCTEMbI
3aHUMAIOT BasKHOE MEeCTO B IIeIHaTPUUYECKON HEBPOJIOTHU
HapALy C sOuJjencueii, mepuHaATaJbHONM IIaTOJIOTHueli, BOC-
MaJUTEeIbHBIMU U OHKOJOTUYECKUMHU 3a00JeBaHUSIMMU.
HacaeacTBeHHbIE HAPYIIIEHUS MeTa00I13Ma, UJIN HACJIEACT-
BeHHBIe 6oJsies3Hu o0MeHa BerlecTB (HBO) — onuu us obmrup-
HBIX KJIACCOB HACJIEJCTBEHHBLIX MOHOTEHHBIX 3a00JieBaHUIT
yeJIOBeKa, 1 Ha cerogHsainHuil qeab K HBO oTrHocAT Gojee
500 HO30sOTHMUECKUX (hopM. TepMUH «Hapyuienue obMmeHa
sewecma» (BpOKIeHHBIe OMMOKM MeTabosmn3Ma, aHTJI. —
inborn errors of metabolism) ObLI IIpeaJiOKeH B Hadaje
XX B. 6putanckuM BpauoM Apumbaabaom [apomom (1857—
1936), KoTOpHINI mM3BecTeH OJsaromapA paspabOTaAaHHOW WM
KJACCHUUYECKOl KOHIIEIIINY MeTa0OoJIMUYecKoro OJIoKa Kak
OCHOBBI IIaTOT€HEe3a HacJIeJCTBEHHBIX HapyIIeHuil oOme-
Ha BelnecTB. Ha cerogHANIHUN IeHb M3BECTHO, UTO IIOJA-
BJIAIOIIEe OOJIBIIIMHCTBO 9TUX 3a00JIeBAHUI 00YCJIOBJIEHBI
MyTallUsIMHU B T'eHaX, KOAUPYIOMNX (hepMeHThI, HO TaKKe
B 9TOT KJIACC BKJIIOUEHBI HEKOTOpPHIE Ae(eKThl TPaHCIOPT-
HBIX W CUTHAJBbHBIX 06eakoB. CoryiacHO OMOXUMUUYECKON
kaaccupuranuu HBO pasmenenbr ma 22 Tpynnbl B 3aBU-
CHUMOCTHY OT THUIIA TOBPEKIEHHOTO MeTa00JIMUeCKOr0 MyTH
(aMuHOAIIMAOTIATUY, OPTaHUYECKHE alluAyPUH, HAPYIIIeHU T
YTJI€BOAHOT0 OOMEeHAa U T.JI.) UJIU C YIeTOM €To JIOKAJIN3aI T
B IIpefeJiaX OIpPeNe;IeHHOr0 KOMIIapTMeHTa KJIEeTKU (JIu30-
COMHBIE, IEPOKCUCOMHBIE I MUTOXOHAPUAIbHbIE 00JIe3HN).

Kiannanueckue npossiaenus HBO pasHoobOpasHBI 1 3aBU-
CAT OT BeAyIlero MexaHnaMa IIaToreHesa, MeTaboInuecKoi
3HAUYMMOCTU TIOPAYKEHHOTr0 IYTU W TKaHecHeru(pUIHOCTU
¢depMeHTHOTO GJIOKA.

3a mocaemHNE NECATHJIETHS HePecMOTPEeHbI KJIMHUUeCc-
KHe, OMOXUMUYeCKre U MOJEKYJISIPHO-TeHeTHUYeCcKre KJac-
cupuranuu HBO, OTKPBITHI HOBBIE HO30J0TUUecK e (hOPMHEI,
paspaboTaHbI TOAXOBI K UX AUATHOCTUKE, a IJI51 HEKOTOPBIX
3abosieBaHmii — 3(P(PEeKTUBHBIE METOALI TEPAIIN.

JleTcKre HEBPOJOTU W II€IMATPhl YACTO CTAJKUBAIOTCS
¢ HeoOXOAUMOCTRIO AuddepeHnaIbHON JUATHOCTUKU TUX
3a0oseBaHUM, TaK Kak OoabinuHcTBO HBO medioTupyioT B
meTckoM Bospacte u B 50% ciiyuaeB COIPOBOIKIAIOTCS IIOpa-
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Beenenue

JKeHIeM HEPBHOM CHCTEMbI. YCTAHOBUTH TOUYHBIA IHMArHO3
HBO nopu sTOM TOBOJIBHO TPYAHO. ITO CBA3aHO C TEM, UTO JaH-
HbIe 3a00JIeBaHUA BCTPEUAIOTCS B MOIMYJISAIINN KPaliHe PeaKo,
C IOCTAaTOYHO OOJIBIIIMM YKCJIOM HO30JIOTHUECKUX (opM,
BBIPAKEHHBIM KJWHUYECKUM IOJUMOPHUZMOM, HAJIUUKUEM
ATUMMYHBIX (POpM, OOJBIIINM UYMCJIOM TI'eHO- M (DeHOKOIUii.
Kpome Toro, B momasisiomieM GoabInHcTBe cayuaeB HBO
He MMEIOT OTJNUYUTEJbHBIX (heHOTUIINUYECKUX MMPU3HAKOB,
a IepBble CHMITOMBI 3a00JieBaHUS, KaK IIPABUJIO, HecIle-
MUPUIHBL: 3aJepKKa (PU3UUECKOro PasBUTHUA, HAPYIITCHUT
BCKApMJIMBAHUS, STIU30AbI COHJIUBOCTH U BAJIOCTH.

YHUBEpCAJIBHOTO TeCTa, ITO3BOJISIONIET0 UCKIIOUNTEL BCE
HBO, me cyimiecTByeT, HIO3TOMY 3aI0L03PUTH HAPYIIIEHUA 13
9TOI I'PYIIILI 3a00JIeBAHUI 1 OTIPABUThH IIAI[eHTa Ha CIIe-
nuduueckoe JabopaTopHoe o0caeI0BaHNEe — OOHA 13 OCHOB-
HBIX, XOTS W HEIPOCTBHIX 3aJau Bpava-KJmHHIUCTa. Ilpm
9TOM PaHHSASA JUATHOCTUKA 3a00JIeBAHUM TaeT BO3MOYKHOCTD
IPUMEHATH 9(p(heKTUBHBIE METO/bI JIEUeHU S, KOTOPbIe ObIBA-
IOT MaJjo- WK 0e3yCIeNIHbIMY Ha 6ojiee MO3THUX CTaTUIX
MaTOJIOTUUYECKOr0 IIPOoIlecca, M KPpoMe TOro, IIPaBUJILHBIN
OKOHUATEJbHBIN AUATHO3 HEOOXOAUM IJII MeINKO-TeHeTU-
YEeCKOT0 KOHCYJIBTUPOBAHUS OTATOINEHHOMA CEMbH.

Heo6xoguMbIM yCJaOBUEM MJis TOYHOI, OBICTPOH mauma-
rHocTukY HBO cay:XuT TecHOE COTPYAHUUYECTBO IPAKTUKY-
IOIIIX Bpauell BCeX CHeIMaJIbHOCTEH, pPasBUTHE U IIOAIEP-
JKaHMe KauyeCTBeHHOM J1ab0paTOPHOM CIYKOBI.

B nanHOM PyKOBOACTBE IPUBOAUTCSA ONUCAHIE Hanboaee
pacmapocrpaHeHHbIx HBO, mpoTexkarmoIux ¢ IIPerMYIIecT-
BEHHBIM MOpasKeHueM HepPBHOM CHUCTEeMBI Y IeTei, — Heilpo-
MeTaboIMUecKUX 3a00JIeBaHI.



naea 1

OpraHnueckne aumaypmm
M AMMHOAUMOONATMM

TepMmun «opranmueckad anugemus» (OA), uau «opra-
HUYeCKas aluAypusd», OTHOCUTCA K I'pyIe 3abojieBaHuUd,
KOTOpbIe XapaKTepPU3YIOTCS MOBBIIIIEHHON 3YKCKpeluei
OpPraHUYECKUX KUCJOT ¢ MOUOIi. BOIBITMHCTBO 9TUX 3a00-
JIeBaHU BOBHUKAIOT B pe3yJIbTaTe HAPYIIIeHUA OIpeIesieH-
HOII cTaanu KaTtabousamMa aMuHOKKCJIOT. Muorue usz QA —
(epMeHTOIIaTUU.

Camasi pacmpocTpaHeHHAs I'PyIlla cpelu 3THUX 3aboJie-
BaHHI — HapylIeHus KaTaboJm3Ma pasBeTBJIEHHBIX aMU-
HOKKCJOT ¥ JIM3WHA. OJTa T'PYIINa BKJIKYAET JIEHITMHO3
(60J1€3HB C 3amI1aX0OM KJIEHOBOT'O CHPOIIa MOYH), M30Bajepua-
HOBYIO, IIPOIIMOHOBYI0, METHUIMAJOHOBYIO allUIyPUI0, HeIO0-
CTATOYHOCTbL 3-MeTua-KoA-Kapbokcuiasbl, HeIOCTATOY-
HOCTH 3-THUAPOKCUTPUMETUI-TIyTapui-KoA-1uassl, Hemo-
CTATOYHOCTH KETOTHOJIa3bl 1 TVIYTAPOBYIO AUy PUio THUII 1.

ITamueHTH ¢ OPraHUYECKUMHU aIlUAYPUAMHU OOBIUHO
POKIAIOTCA C XOPOIIMMH OIleHKaMU IO InKaJje Amrap,
BECO-POCTOBBIMHU IOKa3aTenaMu. 3a00JieBaHUS MOTYT
maHupecrtuposats ¢ 1-ii Hemeaum g0 1-ro roma KU3HWU,
ropasmo peke BcTpedaroTcsa (OpPMBI ¢ 0ojiee IMO3THUM
neborom. KiamHuuyeckue IIPOABJIEHUS KJIACCUUECKUX,
pasEux Gopm OA xXapaKTepusyOTCS OCTPLIM HAYAJIOM
C pa3BUTHEM CHUMIITOMOB MeTabOJMUYEeCKON AeKoMIIeHca-
UU: HapPYIIeHWs BCKapMJIMBAHUSA, PBOTA, HAPYIIEHU
CO3BHAHUA [0 CTeIeH! YIHEeTeHUSA W KOMBI, SIUJIeITHUeC-
KUX IIPUCTYIIOB, U3MEHEHUA MBIIIIEUHOTO TOHYCA.

IIpu mosgueit manudecranuu OA cUMOTOMBI BKJIOYA-
IOT HaApYIIeHusA TICUXOPEeUeBOT0 Pa3BUTHA, aTaKCUIO, pas-
JUYHBIE 0YaTrOBble HEBPOJOTUUYECKNEe CUMIITOMBI, CHHIPOM
Peiie, mOBTOPHBIE MPUCTYIIHI HEOOBACHUMOI'O KeToaIuI03a
WJIN Pa3JINYHbIe ICUXUATPUUYECKLEe PACCTPOMCTEA.

BrisgBienue y pebeHKa TAMKEIOr0 MEeTA00IUUECKOT0 aIli-
1034 B IIE€PBBIE THU JKUSHU IO3BOJISET 3aI0J03PUTh 3a00Ie-
BaHuA us rpynnsl OA. Hekoropsle 3a00eBalHmsa U3 TPYIIBI
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OA He COIPOBOXKIAIOTCS BBIPAKEHHBIMU MeTA00INYECKI-
MU HAPYIIEHUSMHU, & IPOABJIAIOTCS MIPEUMYIIECTBEHHO
HEBPOJIOTUUYECKON CUMIITOMATUKON (TJIyTapoBas almuaypus
tut I, 6omesus Kanasam).

OcHoBHble nopxogsl K 1Ta6OPATOPHOM AMArHOCTHKE
HOPYLUEHUA OBMEHA OMUHOKMCIIOT M OPFraHMYECKHUX KMCIOT

I ompeneseHUs OPraHUYECKUX KHUCJIOT IIPUMEHSIOT
pasHooOpasHble XpoMaTorpauuecKre MeTOIbl — BBICO-
K09(p(PeKTUBHYIO KUAKOCTHYIO XpoMaTorpa)uio, xpoma-
TO-MacC-CIIEKTPOMETPUIO, TAHAEMHYIO MAaccC-CIeKTpPOMeT-
puo (TMC). Bonee 250 pas3iwyHBIX OPraHUYECKUX KIC-
JIOT U TVIMITMHOBBIX KOHBIOTATOB BO3MOMKHO OOHADPY KUTH
B oOpasie moun. VX KOHIIEHTpAIs 3aBUCUT OT IHETHI,
ImpreMa JIeKapCTBEHHBIX PeNapaToB U HEKOTOPBIX APYTHUX
¢usuogornueckux npuunH. laBectHo oxoso 65 HBO, koTo-
pble XapaKTepUs3yITCd chIeludUUHBIM OpoduieM opra-
HUYECKUX KUCIOT. OTHOCUTEJIHHO HEeOGOJIBIIIOe KOJUUECTBO
OpPraHMYeCKUX KUCJIOT SIBJISIOTCSA BBICOKOCHEIM(PUUHBIMIU,
1 UX HaJuuue B GOJBINMUX KOHIIEHTPAIIUSAX B MOUE IO3BO-
JITeT TOYHO YCTAHOBUTH AuarHod. CYKIUHUJIAIIETOH IIPHU
TuposuHeMuu Tul 1, N-amerus-acmaprar mpu 00JIe3HU
KamaBaH, MeBaJOHOBAs KUCJIOTA IPU MEeBaJOHOBOM aIluIy-
pun. OgHAKO B IIOAABJIAIONEM OOJIBIINHCTBE CAyUYaeB AUar-
Ho3 HBO Ha ocHOBaHWMW TOJBKO aHAJIM3a OPTaHUUYECKUX
KHCJIOT MOYM YCTAHOBUTH HOBOJILHO TPYAHO, WM TpedyeTcs
MIpoBefieHne AOIIOJHUTEJIbHOMN, TOATBEPIKIAIOIEH TarHoc-
Tuku. KoHIeHTpanmus opraHumdyeckux kKucjor npu HBO
XapaKTepuayeTcsi JOCTATOUHO INMHUPOKUM IUATIa30HOM —
OT IIOBBINIEHUA UX YPOBHSA B HECKOJIBKO COTEH Pas [0 He3Ha-
YHUTEJIHHOTO MPEBLINIeHU s, OJU3KOT0 K HOPMaJbHOMY.

OmpuuM u3 TEePCIeKTUBHBLIX HaNpaBJIeHUI B Pa3BUTHU
mporpamm auarHoctuku HBO cay:XuT mpuMeHeHTe MeTo-
OB, TIO3BOJISIONINX KOJMYECTBEHHO OIPEIeIsATh MHOMKECT-
BO MeTa0OJIUTOB, ABJIAIOINXCA MapKepaMU Pa3HbIX TPYIII
HBO. K rakum metogam otHocuTca TMC. [[is Tpex Hanbo-
nee obmupubiXx rpynn HBO (mapyiienuit obmeHa amwu-
HOKHCJIOT, OPraHMYECKUX KHCJIOT U Ae(EeKTOB MUTOXOH-
npuasnbHOro [-okucienus) TMC npuMmeHAeTca B KauecTBe
IIepPBOro sTara JUarHOCTUKU.



Helipometabonuueckue 3abonesanms y aetei n noapocTkos

OpraanyecKre KHUCJOTHI, 00pasyolue almIKapHUTHHO-
Bble 5(UPBI MOMKHO KOJIMUECTBEHHO OIPENEJIATH METOLOM
TMC (taba. 1). Psag moxkasaresieil BLICOKOCIIEITU(DUYHBIE, HO
MHOTHE IIOBBIIIAIOTCS IIPM HECKOJBKMX HACJIEJCTBEHHBIX
HAPYIIEHUAX MeTa00JIN3Ma, II03TOMY HOATBEPIK JAIOIA I1a-
THOCTHKA, COIOCTABJEHNE KJIMHUYECKUX U JIa0OPATOPHBIX
JaHHBIX KpaiiHe BajKHBI JJIA TOUHON BepuUKaIMU JUAT-
Ho3a. Hampumep, MOBBIIIEHNE KOHIEHTPALMN IIPOIMOHWII-
kapuuTuHa (C3) MOXKeT CBUIETeJbCTBOBATH O IIPOIIMOHOBOM
anuIypun, METHJIMAJOHOBON AIllMAyPUH, HEIOCTATOUYHOCTU
ButamuHa B,,, HefocraTounoctu kobanamuna C, D nau F.

Tabnuua 1.

HapyweHua obMeHa aMUMHOKMCIOT, OPraHUYeCcKmX
KMCIOT M fedEKTOB MUTOXOHAPMUANBHOIO [3-OKUCNEHMS,
soisBnsiemMble metogom TMC

MameHeHne koHueHTpaumn 3abonesaHue

metabonuTos

AMMHOKHUCIIOTSI

Aprrmn T ApruHuHeMMs /HEQOCTATOYHOCTL aprk-
HO3bI

Linrpynamn T Liutpynnunemus tun 1, aprusuHsHTap-
HOS AUMAYPUS

Lnrpynmmn 4 HepoctatouHoCTb OPHUTUHTPAHCKAP-
6aMMIa3bl, HEAOCTATOMHOCTL KapbHa-
MoMNPOCHATCUMHTAZLI, HEAOCTATOYHOCTb
N-aueTrnrmoTaMaTCHTA3bI

[mvumnH T HekeToTtnueckas runeprnvumHemus,
NPOMMOHOBAS ALMAYPUS

ﬂeHLIMH%M3OJ'|elj1LLMH 0 bonesHb ¢ 3anaxom kneHosoro cupona

BANMH MOu4M (nenumnHOo3)

Metvormn T [omoumcTuHypus

Ophutun T [MNepopHUTUHEMMS-TUNIEPAMMOHUEMMS -
FOMOUMTPYSINIMHEMMS, CKNAAYATAS OTPO-
bus ceTuaTku

®enmnanarmy T DenunnkeToHypus

Tuposun T TuposuHemms tmn 1

AUMIKAPHUTUHBI

CO { toranbHoe chixerne Hapylenne TpaHCNOPTA KAPHATMHG
QUMAKAPHUTUHOB
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OkoHyaHKue Tabnaumupl 1.

MameHeHne koHueHTpaumn 3abonesaHue

metabonuTos

cot cislcisrd HenoctatouHOCTb KAPHUTUHNANBMUTOMI
C18:2 4 TpaHcdepassl Tmn |
colclercisl? HenoctatouHOCTb KAPHUTUHNANBMUTOMI
c182 1 TpaHcdepassl Tmn |l
colclercisrt HepnoctatouHoCTs KApHUTUH/ aumnkap-
ci82 1 HUTUHTPAHCIOKASHI

C10 T C10:1 T C6 T C8 T Henocratounocts cpenHeuenoyeyHoM
aunn-KoA-gerMaporeHassl XMPHbLIX KUCTOT

ciotci2tci4t [nyraposas auppemus tvn I
clgtcisrcatcst

C61TC87

c10:2 1 Hepocratounocts 2,4-amneronn-KoA-

PEenYKTA3bl XUPHbIX KUCIOT

Cl141C141 1T C142 1 HepocTtaTouHoCTh O4YeHb AAMHHOLENO-
clé6:1 1 yeuror aumn-KoA-gernaporeHassl xup-
HbIX KMCIOT

C160H T C180H T HepocTtaToYHOCTb ANMMHHOLENOYEYHOM
C18:10H T C16:10H T 3-muapokenaunn-KoA-germaporenass:
XMPHBIX KMCIOT

c3 MponuoHoBAS AUMAYPHS, METUIMANO-
HOBASA AUMAYPMS

C3 T c4apCc b MeTunmanorosas aunaypwst

capc T MarnoroBsas aumpemus

c41 Hepnocratourocts nzobytupun-KoA-

LEerMaporeHassl, HeaOCTaTOUHOCTb
kopoTkouenoveyron aunn-KoA-germa-
POreHa3bl XMPHbIX KUCIOT

cs5 1 M3sosanepuaHosas auuaypus, HesoCTa-
ToYHOCTb 2-meTunbytnpun-KoA-perna-
pOreHasbl

C50H T HenocratouHocTs 3-MeTUnkpoToHMs-

KoA-kap6okcnnassl, HEROCTATOYHOCTL
GUOTUHMAO3bI M HEJOCTATOYHOCTb CUH-
TeTasbl ronokapbokcnnas

C5:1 T C50H 1 HepnoctatouHoCTs MUTOXOHAPMANBEHOM
auetoaueTmn-KoA-tronassi

csbe b [mytaposas auppemus tvn 1

C6DC T C50H 71 Hepocratounocts 3-rugpokeu-3-meTtun-

rnyTapmn-KoA-nmnass

Cé6DC HenocratouHocTs 3-MeTUAryTakoHM-
KoA-rupparassl




Helipometabonuueckue 3abonesanms y aetei n noapocTkos

OcHoBHbIE NPUHUMMBLI FIEYEHU OPraHMYECKUX
aumMpypun 1 AMMHOALMAONATUH

OnuH 13 OCHOBHBLIX METOIOB JIEUEHIS 9TOU I'PYMIIIBI 3a00-
JIeBaHUM — [AMeTOTepalNsi, 3aKJIOUAIIAsCA B OrpaHmnye-
HUY MOCTYILJIEHNA aMUHOKKCJIOT, 0OMEH KOTOPhIX HAPYIIIEH.

I 5TOM e Ha3HAUYAIOT HU3KOOEJIKOBYIO TUETY WU
MOJIYyCUHTETUUYECKNe JeueOHbIe IPOAYKTHI, COAepsKaIllie
cMecH He3aMeHHMBIX aMHUHOKHCJIOT (Kpome Tex, MeTabo-
JU3M KOTOPBIX HApPYIIeH) AJsa o0eclieueHMWs BO3PACTHBIX
moTpeObHOCTe pebeHKa B OCHOBHBLIX ITHINEBBIX BEIECTBAX,
SHEPruu, BUTAMUHAX 1 MUHepaaax.

HuskobenkoBada guera JoJKHA 00ecledYnBaTh MUHUMAJIb-
HO HeoO0XOJMMOe KOJIMYEeCTBO 0esiKa, a30Ta U aMUHOKUCJIOT
IJIsI TIOAAePsKaHus HOPMAJBHOIO POCTA W PA3BUTHUA pebeH-
kKa. Humxe mpeacTaBiieHBI TaOJIUITBI, B KOTOPBIX COAEPKATCS
MeXKIYHAPOAHLIE 1 POCCUNCKIIE PEKOMEH AT II0 CYTOUHBIM
noTpebHOCTAM B 0OejKe W He3aMeHMMBIX aMHHOKHCJIOTaX
(tabs. 2, 3). Eciu nuera He o0ecieynBaeT JOCTATOUHYIO KaJio-
PUHAHOCTD, 9TO IPHUBOLUT K HAPYIIIEHUIO POCTA U YCUJIEHUIO
KaTaboJin3Ma, YTO BBISHIBAET MOBBIIIIEHNE 00PA30BaAHUSA TOK-
CUYHBIX MeTab0JIUTOB (HaIpuMep, aMMOHUSA IIPU HapyIIeHN-
X TTUKJIa MoueBUHBI). CyTOuHaA TOTPEeOGHOCTH B SHEPTUU BOC-
MOJIHSAETCA ITyTeM HasHaueHUs 0e30eJKOBBIX BBICOKOKAJIO-
PUMHBIX TPOAYKTOB, TAKNX KaK (DPYKTHI, HEKOTOPKIE OBOIITH,
CIIEeNUAJIbHBIX HU3KOOEJNKOBLIX NPOAYKTOB (MaKapOHHBIE
uaaeans, xjaeb, Kaliu, IIeUeHbe), sJKIUPOBbIX 9MYJIbCUIA, MaJIb-
TomeKkcTpuHAa. IlalnueHTs, HAXOAAIMEeCs Ha HU3KO00eJIKO-
BOH O1eTe, NMEIOT BLICOKHWII PUCK Ae(pUIINTa He3aMeHUMBIX
SKUPHBIX KHCJIOT U UX AJINHHOIEIIOUEUHBIX ITPOM3BOJHBIX,
MUHEpaJioB U BUTaMuHOB. Butamuusl A, C, ¢osmeBas Kuc-
JIOTA B JOCTATOUYHOM KOJIMUYECTBE MOCTYHAIOT M3 (PPYKTOB
¥ OBOIIIEH, HO MOXKET HaOJIoaThCs HeJOCTATOYHOCTh IIUHKA,
Meau, KaJIbI[isd, BUTAMUHOB Ipymbl B. [TosTomy marmmenTam
JOJIXXHBI OBITH [IOIIOJHHTEJIbHO HAa3HAUEHBI COOTBETCTBYIO-
II[ie BUTAMUHHO-MHHEpaJbHble KOMILIEKCHI U IIperaparThl,
cozeporaliie He3aMeHUMbIe dKUPHBIE KUCJIOTHI.

IIpu HasHaueHUU OMETHI HEOOXOAMMO CJIEeIUTH 3a YPOB-
HeM aMHHOKMCJIOT I UX MEeTa0O0JIMTOB B IJIa3Me KPOBHU M MO-
ye, OMOXMMHUYECKUMU MapKepaMu HYTPUTHUBHOTO CTaTyca
(obO1mImit 610K, IpOoTEerHOTpaMMa u ap.). Tpedbyercsa TuHAMU-
yecKoe HaOJIofeHre 3a (PU3NUYECKUM Pa3BUTHEM IIaI[HeHTa,
a TaKJsKe MepUoanUecKas KOPPEeKI[Us JIeueOHOro paIiioHa.
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Tabnuua 2.

MexpayHapogHble pekomMeHaaumM o CyTOYHOM
notpebHoCTM B HaTypanbHOM 6enke ans 3a0pPOBbIX
peTei pasnmuyHoro sospacta B Henke

Bospacr RDA CLLUA' BO32 Espoco- Poccus*
(r/xr B cytkn) (r/kr 1032 (r/kr  (r/xr

B CyTkM) B CyTkM) B CyTkM)
0-6 mec 2,2 1,38 - 2,2
6 12 mec 1,6 1,21 1,6 2,6-2,9
1-3 roga 1,2 0,97 1,1 53rs

cyTku*

4-6 nert 1,1 0,84 1,0 68
7-10 net 1,0 0,8 1,0 77
Manbumkn 11-14 1,0 0,79 1,0 90
net
Manbumkn15-18 ner 0,9 0,69 0,9 98
Hesoukn 11=14 ner 1,0 0,76 0,95 82
Hesoukn 15-18 ner 0,8 0,64 0,85 90

! — Recommended Dietary Allowances 10" edition. Washington. DC:
National Academy Press, 1989.

2 — World Health Organization (1985): Energy and protein requirements.
Report of a Joint FAO/WHO/UNU Expert Consultation(1985). WHO Tech
Rep Ser No 724, Geneva.

3 — Reproduced from Reports of the Scientific Commit for food (thirty first
series) 1993.

4 — Hopmsl duamonormyecknx noTpeBGHOCTEN ANA feTeit M NOJpPOCTKOB.
1991 r. (* — notpebHocT ans peTelt M NOAPOCTKOB CTAPLUE TOAA AAHbI
B pacyeTe T B CyTKy).

Tabnmua 3.

Mex.uyHopo.qule pekomeHgaumm no CYTO‘-IHOIZ
I'IOTpe6HOCTM B AMHUHOKMCNOTAX

AMUHOKHCIOThI 0-6 7-12 1-3 4-8 9-13 14-18
Mec Mec  roga netr  net ner
Mr/Kr B CyTKM

[uctnanH 23 32 21 16 17-15 15-14

MsonenumH 88 43 28 22 22-21 21-19

Jleiumn 156 93 63 49 A9-47 47-44

Jnamn 107 89 58 46  46—-43 43-40
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OkoHyaHWe Tabnmusl 3.

AMWHOKMCNOTBI 0-6 7-12 1-3 4-8 9-13 14-18
Mec Mec  roga ner  ner ner
Mr/Kr B CyTKu

MeTnoHnH+umcTmH 59 43 28 22 22-21 21-19

®DenunnanaruH+tuposun 135 84 54 4] 41-38 38-35

TpeoHuH 73 49 32 24 24-22 22-21

Tpuntodan 28 183 8 6 6 6-5

Banun 87 58 37 28  28-27 27-24

IIpu HEKOTOPHIX 3a00JIeBAHUAX M3 9TOU I'PYIIIILI BO Bpe-
Ms WHTEPKYPPEHTHBIX WHMEKIIUA B COYETAHUU C HaApPy-
IIEHUAMYM BCKapMJIMBaHUA (PBOTA, OTKA3 OT eIbI) MOXKET
pasBuBaTHCA META0OIMUECKAs TeKOMIIEHCAIIA.

JJ1sa mpemoTBpAIeHN A 9TUX COCTOAHU HEOOXOIUMO CHU-
3UTH NPOAYKIIUIO TOTEHIIMAJBHO TOKCUYECKUX MeTabosu-
TOB, KOTOPBbIe 00pasdyroTca Ipu Karabosmame OesKa, U mIpe-
IYIPEeKAaTh Pa3BUTHE TUIIONINKEMUYECKUX COCTOSHUH.

IIpu nepBBIX cUMIITOMAX NH(PEKIIMOHHOTO 3a60/IeBaAHM
MOKa3aHO BhITaWMBaHWe pebeHKa pacTBOpaMHU TJIIOKO3HI.
CrenyeT MOMOJHUTENbHO HasHAUaTh JKUPOBBIE 9SMYJIbCUU
U coJieBble pacTBOPHI. IIoKazaHo KopMJieHIE peOeHKa KaK-
Ible 2 Y, mpu HeoOXOAMMOCTH yCTaHABJIMBAIOT Hasora-
CTPAJIbHBIN 30H.

IIpu TpymHOCTSAX NTEePOPASbHOTO KOPMJEHUS Heo0Xo-
IVMa CPOYHAA TOCIHUTAJNM3AINA HAllUeHTa W IPOBeIeHU’e
UHPY3uoHHON Tepanuu. I[Ia mammeHTOB, HAXOMAIUXCS
Ha HU3KO00EJIKOBOH AueTe, II0JHAas OTMeHa 0eJIKa BOSMOYKHA
He Gojsee ueM Ha 2—3 aHsA. Bo300HOBJIEHHE IIOCTYIIJICHUS
0eJIKa IPOBOJAT IIOCTEIIEHHO.

Pogurenu MoKHBI OBITH OCBEIOMJIEHBI O KIMHUUYECKOM
TeueHUU 3a00JIeBaHUSA W €ro OCJOKHeHUAX. OHU JOJKHBI
OBITH YeTKO MH(POPMUPOBAHBI O TAKTUKE TEPAIINU BO BpeMsI
pasBUBAIOIIEroCcAa KPusa.

[nyTaposas aumaypus Tmn |

MIM #231670. CuHOHHUMBI: HEIOCTATOYHOCTH TJIyTa-
pui-KoA-neruaporeHnassl, TIyTapoBas anuaeMus TUir L.
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T'myrapoBas anunypud Tun I — ayTocoOMHO-periecCuBHOE
3aboseBaHMe, O0YCJIOBIEHHOE MYTAIIUSIMHU B TeHe, KOIUPY-
oreMm (epment riuyrapuia-KoA-meruaporenasy. Heduiiur
ITaHHOrO (hepMeHTa IPUBOAUT K HAKOIIJIEHUIO B OMOJIOruyec-
KHUX KUJIKOCTAX U TKAHAX ryTapoBou u 3-OH-ruryTapoBoit
(3-THAPOKCUTIIYTAPOBOM) KHCJIOT, OKAa3bIBAIOIIUX HENpPO-
TOKCHUYECKOe IeiCTBIe IPEeUMYIIeCTBEHHO Ha IOJKOPKOBbIE
CTPYKTYPHI T'OJIOBHOT'O MO3Ta.

Mcropums Bonpoca

I'myrapoBasa amunypua tun l BmepBble ObljIa ONMCaHA
Goodman S.I. et al. B 1975 1.

Snupemmonorus

TnyrapoBasa anugypua tun I (I'A I) oTHocuTcsa K dyucay
PeIKUX HacJeICTBeHHBIX 0o0JiedHelli oOMeHa BeIecTB.
Yacrora 3abosieBaHMA B cTpaHax J3amagHoin EBpombl
cocraBigeT B cpegaeM 1:50 000 ;XKMBBIX HOBOPOIKIEHHBIX.
Bricokasa uactora BcTpeuaemoctu I'A 1 oTmeuena cpenu
obmuu amuireii B Amepuke, Kanage u IleHcunibBaHUUT —
1:300. K wmacrodAmemMy BpeMeHU B JIUTePATypPe HMEIOTCS
omucauusa 6osiee 400 cayuaeB aToro 3a60IeBaHU.

Knaccupmkaums

ITo kauaMuyeckomy TeueHuio I'A I mompasmensioT Ha aBa
OCHOBHBIX IIOATHUIIA: C OCTPEIM, HJIN «3HIIE(aAJTATOIOJOOHBIM,
U TIOJOCTPBIM, JOOPOKAUECTBEHHBIM TUIIAMU TEUSHUS.

STtronorus

AyTocomHO-pelieccuBHOEe 3a00JieBaHUE, 00YCJOBJIEHHOE
myTanuamMu reHa rayrapuwi-KoA-nerugporenassl (GCDH),
TeH KapTupoBaH Ha xpomocome 19pl3.2. K Hacroamemy
Bpemenu B reHe GCDH omnwucano 6osee 150 pasiauyHBIX
MyTaInii, OGHON M3 CaMbIX PACIPOCTPAHEHHBIX SBJISETCS
Arg402Trp, BcTpeuaromasicsa ¢ yacroroin 12—40% B cTpa-
Hax 3amagHoii EBpomnbl. HekoTopble MyTalniuu xapakxkTep-
HBI [JIs OIIPeJeIeHHBIX STHUYECKUX TIPYII U H30JIATOB:
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myTtanuu Pro248Leu m Glu365Lys B Typunum, myranum
IVS 1+5G>T u Ala421Val B o0mmHax aMuire.

[MaTorenes

depment GCDH yuacTByeT B MeTab0I13Me AMUHOKKICJIOT
JAu3uHa, ruapoaunsuna, rpunropana. GCDH mokannsoBana
B MaTPUKCe MUTOXOHIPUWH U IIpeACTaBJIseT c0o00il IroMmo-
rerpamep. GCDH xkaranumsupyeT OBe TMOCJeIOBATEIbLHBIX
peakniuu mpeBparlenusa riayrapua-KoA B KpoToHuI-KoA
(peaknuy; AeruaPOTeHNPOBAHNA U 1eKapOOKCUINPOBAHUA).
B pesysbraTe 6JIOKMPOBaHUA JaHHOM (DePMEHTHOM peakIuu
IPOUCXOAUT HAKOILJIeHHe riayrapoBoii u 3-OH-rryTapoBoit
KHCJIOT B OMOJIOTUYECKUX JKUIKOCTAX U TKAHAX.

Mexanusmbl matoreme3a I'A 1 He mO0 KOHIIA H3yUYeHBI.
IIpeumymiecTBeHHOE IOPaKeHYEe CTPUAPHON CUCTEMbI CBSI3BI-
BAIOT ¢ 130MPaTEIbHON TOKCUUYHOCTBIO IVIYTAPOBOI KUCJIOTHI
¥/WJIN ee IPOU3BOAHBIX. TaK:Ke riryTapoBasi KUCJIOTa 1 ee Me-
TabOJUTHl MHTUOUPYIOT AeKapOoKcHJasy TIJIyTaMUHOBOMH
KucJIOTH (hepMeHT, yuacTByIuii B Metadonusme TAMK),
YTO BBI3LIBAET CHUIKEHIE KOHIIEHTPAIIUU 9TOTO TOPMOSHOTO
HelipoMenuaropa. ¥ 60abHBIX ['A I BEIABIEHO 3HAUNTEIBHOE
CHI)KeHUe NTeKapOOKCUJIa3HON aKTUBHOCTHU B JIOOHBIX OTHE-
JIaX KOPBI T'OJIOBHOTO MO3Ta, XBOCTATHIX AAPAX W CKOPJIYIeE
u cHmxkeHne KoHientpanuu 'AMEK B mepebpocunHaJIbHON
sxugroctu (IICHK). Onrako mamHBIE OMOXMMUYECKUE HAPY-
IIEHUsI MOTYT OBbITh BTOPUUYHLIMU ¥ BOSHUKATH BCJIEICTBUE
noBpexaeanit TAMK-epruueckux HelipoOHOB MO3Ta.

MexaHu3MBbI IIATOreHe3a OCTPBIX «dHIIE(ATNTOIOJO0HBIX»
KPU30B JI0 KOHIIA He BBISCHEHBbI. CUMTAIOT, UTO TIyTapoBas
u 3-OH-rmyTapoBasi KMCJIOTHI, MMEOIIe CTPYKTYPHOe CXO.I-
CTBO C IVIyTaMaTOM, B3auMMOJEHCTBYIOT ¢ N-MeTujacruapTar-
HBIMU PEIENITOPaMU, JJIA KOTOPBIX [Ty TaMaT sIBJIIETCS €CTECT-
BEHHBIM aKTHBATOPOM, UTO BBISBIBAET UPE3MEPHOE HAKOILIe-
Hue noHoB Ca2t B IOCTCHHANITUYECKUX HEMPOHAX U IIPUBOLUT
K rubesi KJIETOK. [IpyruM BO3BMOYKHBIM HEHPOTOKCUUECKUM
(haKTOPOM CUMTAIOT HAKOILJIEHWE IIPOMEKYTOUHOI'0 MeTabo-
auTa oOMeHa TpunTodaHa U JUBMHA — KBUHOJUHOBOU KIUC-
JIOTBI. B HacTosIee BpeMsi 0 KOHITA He PACIO3HaHA IPUYNHA
JIOOHO-BMCOYHOU aTpoUu U/UIU TUNOILIA3UU U CyOaypasib-
HbIX KpoBomaiusaHuii npu I'A I. Cuuraercs, 4uTo BO BpeMms
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smOpuorenesa 3-OH-TuryTapoBasi KHCJIOTAa MOJKET HapyIIaTh
¢dopMHpOBaHIE CTEHOK COCYIOB, B IIEPBYIO OUYepenb COCYIOB
T'OJIOBHOI'O MO3ra, IIPUBOAA K IIOBBIIIIEHMIO X IIPOHUITAeMOC-
T 1 BOGBHUKHOBEHUIO HpOBOHSJ’IHHHHfI.

KnmHuueckas kaptuHa

T’A 1 06BIUHO AE0I0TUPYET B PAHHEM JeTCKOM BO3pacTe —
ot 3 10 36 MecsAIEeB, c TUKOM MaHu(ecTalnu ot 6 1o 18 mecs-
1eB. ITo knuHmMueckomy Teuenuio I'A I moapasmensior Ha ABa
OCHOBHBIX IIOATHUIIA: C OCTPHIM/«3HIe(hATUTOTOTOOHBIMY 1
TIOIOCTPBIM/TOOPOKAUECTBEHHBIM TUIIAMY T€UEHUA.

OcTpbiit, Man «3HUedbanMTonofobHbINY BAPUAHT

B 75% cayuaeB HabOgaeTcsa «dHIIE(AIUTOIONO0HBIM»
BapuaHT 3a6oneBanusa. ¥ 75—80% 6GoabHBIX MaKpoleda s
MOJKeT OBITh IIEPBBIM CUMIITOMOM 0O0JIe3HU, KOTOpas OTMe-
YaeTcAd C POMKIEHUSA WJIM PA3BUBAETCA B IIEPBBIE MECSIIhI
skusHu. Hepenko ImmpoBorupyiomuMy pakropaMu MaHUQe-
cTaruu 3a00JeBaHUS SIBJIAIOTCSA YePEITHO-MO3TOBasd TPaBMa,
XUPYPruvecKre BMEIIaTeJbCTBA, WH(MEKIINU UJIN BaKIU-
HanusA. B GOJBINTMHCTBE CIydyaeB 3a0oJ/ieBaHUE HAUMHAETCS
ocTpo, cuycTsa 24-T2 1Y OT BO3IEHCTBUA IIPOBOIIMIPYIOIIETO
daxropa. IIpu pasButuu «3HIEPAIUTOIOLOOHOI0» KpPH3a
MTPaKTUYECKU Y BCeX OOJLHBIX BHE3AITHO MOABISAIOTCS JUXO-
paaKa, dyacTble CPBITMBAHUSA, HEYKPOTUMAS PBOTA, KHUIIIEU-
HbIE€ PACCTPONICTBA, SHUJIEIITHUYECKNE IIPUCTYIILI, BhIPAKEH-
HasA aud@ysHas MbIIIeUHAS T'UIOTOHUS, PEKe — MbIIIeU-
Hasg PUTHUIHOCTH. JacTo IPOMCXOAUT YTrHETEHUEe CO3HAHUS
IO COTIoOpa U KOMBI B Pe3yJIbTaTe Pa3BUBAIOIIETOCA OTEKa U
HaOyXaHWs MO3Ta, HEPegKO IIPUBOAAINEr0 K JIETAJIHLHOMY
ucxony. ITocmemcTBueM IepeHeCeHHBIX «dHITe(aTUTOI0m100-
HBIX» KPU30B ABJIAETCSA PA3BUTHE IBYCTOPOHHETO ITOBPErKIe-
HUSA TTOJIOCATBIX TeJI, CKOPJIYIIBI, XBOCTATHIX AMep U OJIeTHBIX
mapoB. B pesysibTaTe BO3SHUKIIUX TOBPEKIEHUN B MO3Te
CITYCTsI HECKOJIBKO MHEH MU HeJeJ b MOABJSAIOTCS pa3yind-
HbIE TUTIBI TUTIEPKUHE30B (opodarraabHblie, XxopenhopMHbIe,
XOpeoaTeTouHbIe, OaIMCTUYECKUE), U Pa3BUBaeTCa TUd-
dysHasi, UIN OJHOCTOPOHHSSA MBIIIIEUHAS AUCTOHUS, KOTO-
pasi 4acTO COYEeTAEeTCsI CO CIIACTUYHOCTHIO. VIHOrmAa 9TO mpu-
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BOIUT K OITMOOYHBIM JUATHO3aM: OCTPOTO PECIUPATOPHOTO
3a00JsIeBaHUA ¢ HEMPOTOKCUKO30M, OCTPOI HeHpOouH(DEKITUH,
YepPeHO-MO3T'0OBOM TPAaBMbI, IIOCTAHOKCUUYECKOU sHIledaJo-
natuu. Kak mpaBuio, 3aboeBaHME HOCUT BOJHOOOPA3HBIMN
XapakTep: IIOcJe IEePEHEeCEHHBIX «dHITe(aInuTONOJOOHBIX»
KPU30B IIPOMCXOAUT MeJJIEHHOe, HO He II0JIHOE BOCCTaHOB-
JIeHVe HEeBPOJIOTMUYeCKUX HapylleHuil. B mociexmyromiem y
MAIEeHTOB C I'PYOLIM JUCTOHUYECKUM CHHIPOMOM UacTO Pas-
BHUBAIOTCS BTOPUYHBIE OCJIOKHEHUSA, TAaKNe KaK TUIIOTPO(QUs,
XPOHUYECKUIT aCTITMPAIMOHHBIN CUHIPOM, IIOABLIBUXU CyCTa-
BOB U BBIPAKEHHBIN 60JI€BOI CUHIPOM.

MogocTpbii/aoB6pPOKAYECTBEHHbIN BAPUAHT

B 25% cayuaeB sabojieBaHNe MMEET IIOLOCTPOE, T00pPO-
KauecTBEHHOe TeueHre. Ha IepBOM ToOAy KHU3HU IeTU
HaOJII0IaI0TCs ¢ 3aIePKKOM IICUXOMOTOPHOT'O PA3BUTHS, a B
TaJIbHEHIITeM IIPOUCXOIUT IIOCTeIIeHHAA yTpaTa paHee Impu-
00peTeHHBIX HABBIKOB, IIPUCOEUHAIOTCA PA3JIUUHbIE BUIbI
TUIIePKUHE30B. [[UCcTOHUYECKNe TUIIEPKUHE3bl IPUBOIAT K
HapyIIeHUIo XOAbObI, MChMAa 1 PeUeBbIX PyHKIUi. MHOTHTE
OoJIbHBIE AJIUTEJIbHOE BpPeMs HAOJIOAAIOTCSA Y HEBPOJIOTOB
CO CHACTUKO-TUIEPKUHETUYECKON (DOPMOM IEeTCKOTrO Iiepe-
OpaJibHOTO TapaJjauda. [[PpyruMu YacThIMH CUMIITOMaMU
ABJIAIOTCA IPO(QY3HOE IIOTOOTAEIeHNE, SITU30 bl HEMOTHUBU-
POBaHHOUM JMXOPaAKM, SIIUJENTHUYeCKue mpucTynbl. Cpennu
o(hTaIbMOJOTUUYECKUX HaPYIIeHUII HepeaKo OOHapy:KuBa-
IOT KPOBOMBJIUSHUS B CETUYATKY, KaTapakTy, od)TajabMoIIa-
pes, Kocoryiasue U MUTMEHTHYIO JereHeparuio CeTYaTKku. ¥
HEKOTOPBIX MAIleHTOB HAGJII0AAaeTCA aTaKCUs, OUeHb PEIKO
BCTPEYAIOTCSA MUOKJOHUU U TPEMOp. ¥ OOJBIIIMHCTBA MAIl-
€HTOB MHTEJIJIEKT He CTPaJaeT WU HaOJIIoJaloTcA JerKue
KOTHUTUBHBIC HAPYIIIeHUs. ¥ HeJeUeHHBIX OOJbHBIX CMep-
TeJILHBINA NCXO HACTYIIAeT B TeUeHe IePBOT0 AeCATUIETUAI
SKMBHU Ha (DOHE TAXKEeJIOro MeTaboJIMUecKOoro Kpusa Uau B
pesyJsabTare pa3BuTua Peiie-mogo6HOTO CHUHAPOMA.

V papna 6oapubix TA 1 (10-30%) HaA MEepPBOM rofy KU3HN
BOBHUKAIOT CyOnypasibHble KPOBOMSJIUAHUSA, KaK MPaBU-
JI0, TIOCJIe TIEPEHEeCEeHHOU JIETKOII UepeIrrHO-MO3TOBOII Tpas-
MBI, YTO B HEKOTOPBIX CJIYyUYasX IIPUBOJUT K YCTAHOBJIEHUIO
HeIPaBUJIHHOIO JUATHO3a — CHUHAPOMA «TPSACKU MJIaIeHIIA».
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IOuarnocruka

Hawubosee uacTeIMu HeNPOPagUOJOTUYECKUMHE ITPU3HA-
kamu npu I'A I asiaarores:

m JJOOHO-TeMeHHAas I'MIIOIJIa3us/aTpodusd;

m BEHTPUKYJIOMErajms;

m cyOGaypaJsibHbIe T€eMaTOMBI;

m 33Jep)KKa MUEJUHU3ANUU/IeMUEJINHU3ANUA U
HEeKpo3 0a3aJbHBIX MaHTJINEB.

Y mamnumeHTOB 3TH M3MEHEHUsS MOTYT BCTPeUaThCAd KakK
M30JUPOBAHHO, TaK W B Jio6om coueranmu. CorsacHo
OnyOJIMKOBAHHBIM TaHHBIM, HauboJiee XapaKTepHOU He-
popaamosioruuecKkoit ocoberHHocThbio 'A 1 ABIsgeTcs cum-
MEeTPUYHOE pacIIpeHNre CUJIbBUEBBLIX IIeJell ¢ (DOPMUPO-
BaHUEM «3(PPeKTa HaIKYIIIeHHOTO A0JOKAa» UJIU «KPBIIbeB
JeTydyeil MBIIIN», KOTOpOe BcTpeuaercsa ¥ 95% OOJbHBIX.
o HacToAlero BpeMeH! HEeT e€IWHOT0 MHEHUS O reHese
BBIABJISIEMBIX U3MEHEHUH JTOOHO-BUCOUYHON 1 3aHe0a3ab-
HO obJiacTeil TOJIOBHOT'O MO3Ta.

YV OOoJIBIIMHCTBA IAI[UEHTOB CYyOAypajbHbIe TUI'POMBI/
reMaToOMBbI YACTO PacIoJiaraioTesa OrIaTepabHo, perke UMeIOT
OIHOCTOPOHHIO JIOKaau3aiinio. HeKoTopble aBTOPhI OMUCHI-
BAIOT 00pa3oBaHUe OUTEMIIOPAJIbHBIX apaXHOUIATbHBIX WJIT
CyOsIIeHIUMAaPHBIX KHCT, PEIKO BCTPEUAETCSI UX OLHOCTOPOH-
HAA JoKaausaiusa. VsMeHeHns 0eJloro BeIecTBa T'OJIOBHOTO
MO3Ta OIMMCaHbI ¥ MHOTUX 00JbHBIX 'A I 1 yacTo couerarorcs
¢ HeKpo3oM 6asaabHBIX TaHTINEB. [lopaskeHme 6eJ10r0 BeIrecT-
Ba, KaK IIPaBUJIO, CUMMETPUYHOE, TPEUMYIIIECTBEHHO B IIe-
PUBEHTPUKYJIAPHBIX 30HAX, B 00J1aCTU HEPETHUX U 3aTHUX
POTroB OOKOBBIX JKEJNYAOUYKOB M B 00JACTH CEMMOBAJILHOTO
IIEHTPA, B HEKOTOPBIX CIAyYaAX OOHAPYKUBAIOT AEMUETUHU-
3aIM0 CyOKOPTUKAaJbHBIX U-BOJIOKOH. He coBceM IMOHATHO,
MIPEeACTABJAIOT JIX JaHHBLIE 00JIACTH OUATU JeMUeINHU3AIINN
VIV TUMIOMUEJTUHUI3AINN. Y HEKOTOPBIX OOJBHBIX OIIHCAHO
TopaskeHre MO30JIMCTOTO Teja. XapaKTepHble Heipopamro-
Joruveckue uamenenusa npu I'A I mpuBemeHs! Ha puc. 1.

OCHOBHBIE METOIBI IIOATBEPIKIAIONIell AMATHOCTUKU
TAI — Oumoxummueckue. B OMOJIOrMYeCKHX KHUIKOCTAX
(MOYa 1 KPOBB) OIIPEZEITIOT KOHIIEHTPAIIUIO OPTaHUUYECKUX
KHUCJIOT W/UJY alUJIKAPHUTUHOB (TVIyTApUJIKAPHUTUHA).
IIpu namHOM 3a00JieBaHUM IIOBBIMIAIOTCS KOHIIEHTPAIIU
riryTapoBoii, 3-OH-rayTapoBoii KHCJIOT U TJIyTApUJIKap-
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HutuHa (C5DC) B mecATKM pa3 IO CPaBHEHUIO C HOPMOIA.
Y HexoTopbix 00abHBIX ['A I KOHIEHTpaIuA TJIyTapOBOM
KHCJIOTBEI B MOYe 1 KPOBU MOXKET OBITH B IIpeJeiaX HOPMEI,
B TAKHX CJyYasIX AUATHOCTUYECKH 3HAUMMBIM MapPKepOM
CJIYKUT IIOBBINIIeHne KoHIleHTpanuu 3-OH-rimyTapoBoii Kuc-
JIOTHI, UTO MO3BOJISIET YCTAaHOBUTH auaruos I'A 1.

Puc. 1. MPT ronosHoro mosra mauueHTa C ryTapoBOM
auaypuer Tmn i o — CUMMETpUYHOE pacluMpeHue
cunbBuEBLIX Wenei c  dopmuposaHmem «d3bdekTa
HOOKYWEHHOTO  s610Ka»  MAM  «KPbIbEB  NIETy4en
MbilKy; 6 — KOPTUKANbHOS ATPOdUA FONIOBHOTO MO3rQ,
AEMUENUHU3AUMA NEPUBEHTPUKYIISIPHBIX OBNaCTe

OHK nmarsocTuka u/mam ompenesieHVe aKTHUBHOCTU
riryrapui-KoA geruaporenass (B JIeMKoIuTax U (puopobda-
cTax KOKU) He0OXOAUMBI KaK IJs BepuuKaIuy JuarHosa,
TaK U [IJIs IOCJeyIoIeil MpeHaTaJbHON JUarHOCTUKH.

B mociemnme Toabl B CBA3W C IIUPOKHM BHEIpPEHUEM
TaugeMHon Macc-cunektpomerpuu (TMC) Bo MHOrHUX cTpa-
HaX IPOBeeHbI MUJIOTHBIE NCCIeTOBAHNA 10 HeOHATaJIbHO-
My ckpuHUHTY Ha ['A 1.

Metomom TMC orpeeIsiioT KOHIIEHTPAI[UN [Ty TaAPIIKap-
HUTWHA B MATHAX BBICYIIIEHHOU KPOBU. IIOBLINIIEHE YPOBHS
aToro MmetabosauTta npu I'A I mporucXoauT 10 MOABIEHUSA KJIU-
HUYECKUX MPU3HAKOB 3a0oJieBaHmsA. MHOTME UCCae0BaTeIN
cuMTaioT, 4To BKJIoueHme ['A 1 B mporpaMMbl MaccOBOT'O
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CKPHHMHTIA OIIPaBAaHO, TAK KaK PaHHee HauaJIio JISUEHUA 1103~
BOJIAET SHAUUTEJIbHO YJIYUIIINTDh KAa4YeCTBO JKHU3HN 0OJIbHBIX.

JNleyenne

B 3aBrCHMOCTHU OT KIMHUYECKOH CUTYyaIlU 34 PyOeKoM
paspaboTaHbI COOTBETCTBYIOIME CTAHIAPTHBIE IIPOTOKO-
JIBI JIEUeHUHA, IMO3BOJIAIONINE YJIYUIIUTh KA4eCTBO KUBHU
TanueHTa M IIPOrHO3 3abosieBaHUA. BeceM OOJILHBIM ITOKA-
3aHa IaTOreHeTWYecKas Tepanud, KoTopas HaIpaBJieHA
Ha KOPPEKIUI0 MeTaboJIMUecKoro AucbaiaHca U BKJIOUAET
CcllenaJbHYI0 IUETy, HasHaueHWe JIEBOKAapHUTHUHA (dJIb-
Kap*, KapHuTeH*) u puboduaBuHa. {1 JeueHUA «dHIIE-
hanuTonoq00HbIX» KPU30B pas3paboTaHbl MEKAYHAPOLHBIE
CTaHAAPTHI, IIPEIyCMaTPUBAIONINE ONIPEIEJIEHHYIO TAKTUKY
WHTEHCUBHOI Tepanuu. Tak:Ke IIPOBOAUTCS CUMIITOMATH-
yecKas Tepanud JIEKapCTBEHHBIMM IIperapaTaMu, HaIrpaB-
JIEHHBIMH Ha KOPPEKIINIO HEBPOJOTUYECKUX HAPYIIIEHU.

HueTtnyeckoe nutanue

OCHOBHBIMH HEHPOTOKCHUYECKUMU MeTa00JIuTaAMU IIpU
TA 1 aBasatorca rayrtapoBas u 3-OH-rmyTapoBas KHUCJIOTHI,
KOTOpbIE IIABHBIM 00pa3oM 00pas3yloTCsA M3 aMHUHOKMCJIOT,
TMOCTYTIAIONIUX C MUAIIEeH: JU3NHA, THAPOKCUIN3NHA U TPUII-
TopaHa. C meapi0 CHUKEHUS 00pasoBaHUS TOKCUUYECKUX
merabosmToB npu I'’A I paspaboraHo ABa BapuaHTa Jeueb-
HOT'O IUTAHUS B 3aBUCUMOCTH OT TAYKECTHU TeueHus 3aboJie-
BaHUA U PUCKA PA3BUTHUA «dHIE(DaIUTONOTOOHOr0» KpH3a:
IueTa ¢ HU3KUM COAep:KaHueM JU3WHA U UCI0Jb30BaHUEM
CIIEIMAJIN3NPOBAHHOTO IPOAYKTA U QUeTa ¢ HUBKUM COJEP-
sKaHMeM o0IIero 0eyKa.

ITepBrblii BapuaHT AMETHI 60JIee IPEeAIIOUTUTE ICH, IPU HeM
00sd3aTeJIbHO Ha3HAUYAeTCs CHeUaJU3UPOBAHHBIN IIPO-
IyKT 0e3 nusmHa u Tpunrodana (Fmyrapugon XLIS, «SHS
International LTD», kommanus «Hyrtpumus»), Hyrpureu
14/20/40/70 —trp, —lys (mpousBogurens 3AO «Mudanpums,
Poccus). IlpogykT comep:kuT cbOajlaHCUPOBAHHYIO CMeECh
3aMEHUMBIX U HE3aMEHUMBIX aMUHOKHUCJIOT (38 UCKJIIOUEHN-
eM JU3WHA U TpUunTodaHa), yriIeBoIbl 1 MUHEPAJIbI.

Crporaa guera mpu I'A 1 momkHa cobaoomaTbCcA Kak
MuHUMYM 10 5—6 ser. Eciu mocie 6-i1eTHero BospacTa
y MAIlNeHTOB He BO3HUKAIOT «dHIEe(ATUTOIOL00HBIE
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KPU3bI, BO3MOYKHO IIpUMeHeHVe HU3K00eJIKOBOI AMeThHI 0e3
CIIEIMAJIN3VPOBAHHOTO IPOAYKTA, OZHAKO B 3TOM CJIydae
HeoOX0[MM KOHTPOJIb 38 HYTPUTHUBHLIM CTATyCOM peOeHKa,
yTOOBI BOBPEMSI IIPEIOTBPATUTL PA3BUTHE 0€JIKOBO-dHEPTE-
TUYECKOU HEeJJOCTATOUHOCTHU U Ae(PUIUTHBIX COCTOSHUIA.

Metabonuueckas Tepanus

Jeokapuutun (Kapuuten*, 9apkap*)

Y GoabIIMHCTBA HeJIeUueHHBIX marneHToB ¢ I'A I KoHIleH-
Tpamusa o0IIero 1 cBO6OAHOTO KaPHUTHUHA B IJIa3Me U ChIBO-
POTKe KPOBU [OCTATOUYHO HU3KAadA. L-KapHUTUH CBA3LIBAET
TJIYTapOBYIO KMCJIOTY U 00eCIIeUNBAET ee BHIBEJIEHNE 13 Opra-
HU3MAa B BHAE INIyTapuiaKapHuTuHa. Becem 6osbHBIM AT
TIOKAa3aHa MOKU3HEeHHAA Tepanus IpernapaTaMy JIEeBOKapHU-
TUHA, HauaJgbHadA Ho3a 100 MT/Kr B CYyTKHU, KOTOPasA MOJKET
OBITH CHMKeHA 10 50 MT/KT B CyTKHU Y AeTeil crapire 6 Jier.

Pu6odrasun

Kpaiine pegko BcTpeuaercsa pubodaBUH-UyBCTBUTEb"
Has popma I'A I. ¥V mamueHTOB ¢ JaHHON (popMoii 3a60Je-
BaHUsA IIPU HasHaueHuU pubodiaBuHa B gosze 100—200 mr
B CYTKU OTMEUAETCs YJIYUIIIeHe COCTOSIHUS B BUJIe YMEHbB-
IIEHUs CTeIIeHU BhIPAKEHHOCTHY HEBPOJIOTUUECKUX HapYIIIe-
Huii. [Ipy ynydmeHnn KJIMHUYECKOTO U MeTaboJIMUecKoro
CTaTyCOB y OOJILHOTO PeOeHKa IpU Ha3HAUeHuu prudodIaBu-
Ha He00XOAUMO IIPOLOJI’KUTH €r0 IPUMeHeHNe, IIPY OTCYTCT-
BUU TAKOBBIX IIpPeIapar A0JKeH ObITh OTMEHEH.

Cymmapuble pekoMeHganuu tepanuu I'A I (muerorepa-
OUA 1 OCHOBHAS MeTabo/JIMUecKasa KOPPeKIlns) IIPencTaBiie-
HBI B Ta0JI. 4.

Tabnuua 4.

ﬂ,MeTOTepOI'IMSI M OCHOBHas MmeTabonuyeckas Tepanua

npu TA | (Hoffmann G.F, Kolker S., 2006)

0-6 7-12 1-3 4-6 ner Crape
Mmec mec ropa 6 net
Iuetorepanus
Juaun 100 90 80-60 60-50 Wsberats
MF/Kr B CyTKM upesmep-
TpuntodaH 20 17 17-13 13 HOTo noc-
MI/KT B CyTKM Tynnexus
6enka
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OkoHyaHKue Tabnumupl 4.
0-6 Vandl) 1=8 4—6 ner Crapwe

mec Mec roga 6 nert
Iuetorepanus
benok nuwesoir  1,4-1,3 1,5-1,3 1,4-1,3 1,3-1,1 Ynor-
Benok (cmecs AA) 1,3-0,8 1,0-0,8 0,8 0,8 pebnste
NpoayKTHI
r/Kr B CyTku
C HU3KMM
Benok (06wmi) 2,7-2,1 2,5-2,1 2,2-2,1 2,1-1,9 copep-
r/Kr B CyTku ot

Snepretnueckas  115-82 95-80 95-82 90-78 M3MHQ
LUEHHOCTb
KKQN/Kr B CyTKM

OcHoeHasi MeTabonuueckas Tepanmst

JleBokapHUTMH 100 100 100 100-50 30-50

MI/KF B CyTKM

OCHOBHbIE MPUHUMMBI UHTEHCUBHOM
MHDY3MOHHOM Tepanum BO Bpema
PA3BMBLLErOCa «3HUEePanonogobHoro» Kpusa

«H1e(haTUTONOT00HbIe» KPU3hl O0BLIYHO Pa3BUBAIOTCS
B paHHEM BO3pacTe, IPEeNMYyIecTBeHHO 10 6 jeT. ITnanoBasa
maToreHeTUUeCcKas Tepalus 3HAUUTENHHO CHUIKAET PUCK
UX BO3HUKHOBEHUS, ONHAKO He IIPeJOTBpAIllaeT OT UX pPas-
puTusi. OCHOBHBIE IPUHIUIILI JIEUCHUS BO BpeMs «dHIIeda-
JUTOMOMOOHBIX» COCTOSAHUI IPUBEAEHBI HUKE.

m BoccraHoBiieHme KaTaboJMUYeCcKOro cTaTyca IIyTeM
Ha3HAUYEeHU BHICOKOYHEPTeTUUEeCKUX NH( YU,

s OrpannueHue 00pa30BaHUA OPraHUUYECKUX KUCJIOT
IyTeM CHUKeHUS IIOCTYIJIeHus auetapHoro 6enka. Ilo
BO3MOYKHOCTHY Ha3HAYAIOT 0€3/IM3NMHOBLIE CMECH AMUHO-
KWCJIOT.

m YcuieHue JeTOKCUKAITMOHHBIX MEXaHNU3MOB OPTraHMU3-
Ma ¥ IpegoTBpallleHre BTOPUYHOTO HCTOINEHUSA CO0-
CTBEHHOIO IyJIa KADHUTHHA IIyTeM JOIOJHUTEIHHOI'O
BBeJIeHUs JIEBOKAPHUTHUHA.

m BoccraHoBiieHEe KHCJIOTHO-OCHOBHOTO PABHOBECHUS
opranmusMa.
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DapmakoTepanms 3KCTPANUPAMUAHbIX
HapyweHui npu TA |

IIpenapaTamu nepBoii ouepeny AJIA KOPPEKIIUU MbIIIeY-
HOU AUCTOHUU ABJAIOTCA OaKJOpeH M AmasemnaM, Halpas-
JIEHHbIe Ha KOPPEKIINIO MeHepaJIM30BaHHBIX U (hOKAJTbHBIX
muctoHuii. [laHHBIE TpemapaThl MOTYT HIPUMEHATHCI KaK
B MOHOTEPaIuu, TAaK 1 B KOMOMHAITUH.

IIpemapaToMm BTOpPOil oOuepeAu IMIPU BBIPAKEHHOM
IUCTOHUYECKOM CUHIPOME CUMTAETCS IUKJIOM0I*, KOTOPBIH
HasHAualoOT AeTIM B Bo3pacTte crapiue 5 jeT. [Ipumenenue
AHTUXOJVHEPIUUYeCKUX IPEnapaToB CJeAyeT OrpaHnunBaTh
B CBSIBU C PUCKOM ITOSIBJICHUS UJIU YCYTyOJIeHUN KOTHUTUB-
HBIX U ICUXWYECKUX HAPYIIIEHUH.

AnbTepHATUBHBIA MeTOX JieueHUA (DOKAJIBHBIX TUCTO-
HUHN U CIACTUYHOCTU — OOTYJIOTOKCUH A, OZHAKO IIPU €T0
IIATEJIHHOM IPUMEHEHUY BO3MOKHO (DOPMUPOBAHYIE TAMKE-
JIoil ayTOMMMYHHOM peakIluu.

IIpu T'A I He pekomMeHyeTCs Ha3HaUaTh IperapaThl CoJei
BaJIbIIPOEBOI KHCJIOTHI, TaK KaK BaJbIPOAThl BBIBOAATCS
U3 OpraHW3Ma B BHEe BAJIBIIPOUIKAPHUTHHA, UTO UCTOIIIAET
pes3epB cBOOOAHOIO KapHUTHHA. B 0CHOBe cTepeoTaKCUYecKoi
XUPYPrUM JIEKUT pPaspyllleHrue IIOJKOPKOBBIX sIep, KOTOo-
pble y4acTBYIOT B (DOPMUPOBAHUY ITATOJOTNUECKUX (hYHKITHO-
HaabHBIX cucteM Ipu A I. Haubosee uacTo mpuberaoT K pas-
DPYIIEHUIO OTHEJIOB BHYTPEHHEIO CerMeHTa OJIeZHOTO Iapa
(mammumoromun). K HacToAleMy BpeMeHU NaHHBIA MeTO[
JieueHUs OBbLI TprMeHeH TpeM naruenTaM ¢ I'A 1. ¥V nByx 606~
HBIX TIOJIOXKUTEIHLHOT0 3(h(deKTa Iocie TPOBEIeHHOTO JeUeHU A
TIOJIYYEHO He ObLIO, Y OJHOTO Pe3yJbTaTOM OIEepalliy CTaJIo
HEe3HAUUTEJIbHOE YMEHbIIIEHNE BHIPAKEHHOCTU JUCKUHE3UH.

Tepanus snunentudeckux npuctynos npu [A |

YacTo snuJIenIThYeCKUe ITPUCTYIIBI BOBHUKAIOT BO BpeMA
«9HIe(GATUTONONOOHBIX» KPUBOB M HE IIPOAOJIIKAIOTCA
B nanbHelmeM. [Ipu pasButuu snugencuu y 60abHBIX TA 1
Ha3HAYalOT AaHTUSNUJIENITHYEeCKUe IIpeliapaThl COIJIACHO
CTaHAAPTHOMY MEKIYHAPOAHOMY IIPOTOKOJIY IIO JIEUEHUIO
snuiienicuu. [IpemaparaMu BeIOoOpa AJA JIEUEHUA SITUJIETITH-
YeCKUX IIPUCTYIIOB ABJAIOTCA (PpeHoOapOuTas, (PeHUTOUH,
KapbaMaselH, TOMUPOMAT U JaMOTPUIKIH.
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Tepanus cybaypanbHbIX rMrpom
M APAXHOMAASbHBIX KMCT

Ocraercs AMCKYCCHOHHBIM BOIPOC O IIeJIecO00pasHOCTH
IIPOBENEHUS BEHTPUKYJIONEPUTOHEAIbHOr0 IIIYHTUPOBAHUS
¥ 9BaKyaIuu cyoypaabHbIX CKOILIEHUI B MO3Te TP IIPOTrpec-
cupymorIeir makporedasnu. Helipoxmpypruueckme MeTOIbI,
Takue Kak (heHecTpalys, MapCynuan3anusa, BEHTPUKYJIO-
WJIN THCTOIIEPUTOHEIbHOE IITYHTHUPOBAHNE, ObLIN ITPOBEIEHBI
HeKoTopbIM marrieHTaM ¢ I'A 1. BoiaBieHo, 4To y O0JIBIITIHCTBA
MAIMEeHTOB II0CJe IIPOBEeIeHHBIX OIEPATUBHBIX BMEIIIATEILCTB
He BOBHUKAJIO CYIIIECTBEHHBIX HEBPOJIOIMUECKUX YAYUIIIeHUH.

MNpodunakTmka

OCHOBHBIMHU U CePbe3HLIMU ocaokHeHuaMu I'A I aBia-
IOTCs TIOBTOPHBIE «dHIE(DATUTONOI00HBIe» KPU3bI C PA3BU-
THEeM TPyObIX HEBPOJOIMUYECKUX HapYIIeHui, cy0oaypaJib-
HbIX rurpoM u rumnorpoduu. C 1eabio TpoPUIaAKTUKN
BO3MOJKHBIX OCJIOKHEHHN HeOoOXOAMMO aKTHBHOE JMHAMI-
yeckoe HabOgmogenme 3a OonbHBIME ¢ ['A I, BKIHOUaloiee
KOMILJIEKC TUaTrHOCTUYECKUX, TPOMUIAKTUUECKUX U Jeued-
HO-03I0POBUTEJILHBIX MEPOIIPUATHUM.

MNporxos
ITporos 3a601€BaHNS 3aBUCUT OT CPOKOB YCTAHOBJIEHUS
AuarxHosa.

MeTunmanoHoBas auuaypus

MIM #251000.

Metuamaionorasa amunypusa (MMA) — HaciaeacTBeH-
HOe, TeHETUUYECKU TeTepoTeHHoe 3a00JieBaHMe, CBA3aHHOE C
HapyIIeHneM o0MeHa METUIMAJIOHOBOM KMCJIOTHI U K0oba-
JamMuHa (BuTamMuHa Bi,).

UcTopus sBonpoca

3aboJsieBanue BIepBble ommcano B 1967 r. Oberholzer
et al. Beuin ommcambl ABa pebeHKA M3 HEPOACTBEHHBIX
ceMeil. Y meTeli ¢ paHHEro Bo3pacTa HaOJogaluch MeTabo-
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JIMYEeCKU anumos, 3aJep:KKa ICAXOMOTOPHOI'O PAa3BUTUSA
U MBIIIIeUHAad TUIIOTOHUA. HpI/I aHaJn3e OPraHuYeCKUuX
KHUCJIOT MOUYNn 6131.710 BBIABJIEHO 3HAUUTEJIbBHOE IIOBBIIIIEHUiE
YPOBHSA METUJIMAJOHOBOM KMUCJIOTHI.

Snuaemuonorus

Yactora paHHEHd, TAKeIOW (HOPMBI COCTABJIAET IIPU-
MepHO 1:50 000 XMBBIX HOBOPOXKAEHHBIX. OKOJO 2/; BCex
ManueHToB uMeT AedeKT MeTuaAMaJoHuI-KoA-MyTassl,
1/, — BapuMaHTHI, CBA3aHHbLIE C HAPYyIIeHueM o0MeHa Koba-
JlaMUHA.

Knaccupmkaums

MMA nozapasensioT Ha HeCKOJIbKO I'eHeTUUEeCKUX Bapu-
aHTOB: B 3aBUCHMOCTH OT OCTATOUYHOI aKTHUBHOCTU (hepMeH-
Ta MeTHUJIMAJOHUI-KOA-MyTassl BBIAEIAIOT IPYIIbl mut?
u mut™, a Tak:Ke (opMHbI, CBsI3aHHbIE C HAPYIIIEHEM MeTabo-
ausma xobaimamuua A, B, C, H, D (Cbl A/B/C/H/D/F), koto-
pble OTINYAIOTCS KJIUMHUYECKUMU IIPOABJIEHUAMU U CTeIe-
HBIO OTBETa Ha MpoBoguMYyIo Tepanuio. Bapuante: CblC/D/F
XapaKTepusylTcad KOMOMHWPOBAHHOM METUJIMAaJIOHOBOM
anuaypueil 1 TOMOIIUCTUHYPUEN 1 OTHOCATCA K HAPYIIIeHU-
sIM CHHTEe3a aIeHO3MIJIK00aIaMIHA 1 MeTUJIKO0aIaMuHa.

Stuonorus

leHeTnuecku TreTePOTEHHOE, AYTOCOMHO-PEIeCCUBHOE
3aboJieBaHMe, Yallle BCero O0YCJIOBJIEHHOE MYTAIIUAMU TeHAa
MeTuaMaToHnI-KoA-MyTasbl, KOTOPEIN KapTUpoBaH Ha 6pl2—
p21.2. MyTanuu Ipyrux reHoB, yYacTBYIOIINX B META00IN3ME
KoOaJlaMIHa BCTPeUYaroTca HaMHOTO peske: reH MMAA kaptu-
poBau Ha 4q31.1-¢31.2, res MMAB — 1224, MMACHC —
1p34.1, C20RF25 — 2¢23.2, LMBRD1 — 6q13.

[MaTorenes

HegmocraTouHocTh amoepMeHTa HapyIIaeT IIpeBpalie-
Hue MeTuMaJoHUI-KoA B cykunumHMI-KOA, UTO IIPUBOAUT
K HaKOILJIEHUIO MeTUJIMAaJIOHMI-KOA 1 IIOBBIIIIEHUIO KOH-
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IEeHTPaIlu MeTUJIMAJIOHOBON KUCJIOTHI B IIJIa3Me W MOUe.
BesencTBre BTOPUYHOTO MHTHMOMPOBAaHUA (hepMeHTa MUPY-
BAT KapOOKCUJIA3EI TAKIKE TPOUCXOAUT HAKOILJICHNE IIPOITH-
OHOBOM KICJIOTBI 1 €€ MeTa0O0JNTOB, TAKUX KaK IIPOIINOH -
KapHUTUH, 3-TUAPOKCUIIPONNOHOBONM U METUJIJIMMOHHONA
KucaoT. OCHOBHO# IPUYNHOM TUIIOTINKEMUU CAYKUT HAPY-
IIeHue TJIIOKOHEeoTeHe3a BCJIEACTBIE HeIOCTaTOUHOCTH IIPO-
IyKTa 6JIOKMPOBAHHOM peaKIuu, CYyKIINHUI-KOA, KOTOPbI
y4acTBYyeT B IIUKJIe TPUKAPOOHOBBIX KHUCJOT, IIPeBpaIiasach
B mIUpyBar. 'uepaMMOHNEeMU ABJIAETCS CIENCTBUEM yrHe-
TeHUA PYHKIITMOHUPOBAHUA ITUKJIa MOUEBUHBI THOd(hUPaMU
anuia-KoA u opraHMYeCKUMU KUCJIOTAMU.

Knunnueckas kaptvHa

Mnagenueckas B,,-HeuyscTBUTENBHOS dOPMO
(knaccmueckas dopma MMA)

Hawub6osiee uactas popMa usoaupoBaHHoMi ¢opmbl MMA.
B80% canyuaes mepBble KINHUYECKE CUMIITOMbBI BOSHAKAOT
O00OBIYHO B TIEPBBLIE JHU JKU3HU C PA3BUTUA KJIUHUKU OCTPOH
MeTab0JINUEeCKON AeKOMIIeHCAIluK, KOTOPBIE COIIPOBOXKIA-
IOTCA PBOTOI, Aeruaparamueili, HapyIIeHUAMU IbIXaHUI,
yTHeTeHUeM CO3HAHUSA M0 comopa U Kombl. IIpu Ja6opaTop-
HBIX HCCJIEOBAHUAX BBISBISIOT META00JIMUYECKUN alluao3
(pH<7,30), KeTo3, KeTOHYPUIO, TUIIEPAMMOHUEMUIO, TUIIEP-
MIAIMHEMUIO U rurorinkemuio. Takike MoryT HabII0qaThCsA
TPOMOOIIUTOIIEHUSI ¥ HENTPOIEHUS, CBUIETEJLCTBYIOIINE
0 HeOHATAJbHOM cercuce. TeueHme 3a00J€BAHUSI MOXKET
OBITh MOJTHUEHOCHBIM, UTO IPUBOAUT K JIETAJIbHOMY UCXO.Y,
HECMOTDsA Ha IIPOBOIUMYIO TePaInIo.

B,,-uyBcTButensHas dopma MMA

Haunasa ¢opma, ABIAOIAACA NIPOMEKYTOUHOHR
10 TSXKECTU, MAaHNU(PECTUPYET B II€PBLIE MECSIIbI UJIN I'ObI
JKUBHU. ¥ OOJBbHBIX HAOJIOZAIOTCS HPOOJIEMBI CO BCKapM-
JuBaHUEM (OTKas3 OT ebl, CDBITMBAHUS, PBOTHI, HAPYIIIEHUS
mpubaBKU B Bece), MbIIIIEUHAA TUIIOTOHUA U 3aIePyKKAa TICU-
XOMOTOPHOI'O PA3BUTHUSA. ¥ HEKOTOPBIX BBISIBJIAIOT CHMII-
TOMBI, CBUIETEJIbCTBYIOIE O HEIIePEeHOCUMOCTHU ITPOIYK-
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TOB C BBICOKUM COZAEPIKaHUEM 0esika. ¥ TaKUX HaIlleHTOB
mocjye mpueMa 0OeJIKOBBIX MPOAYKTOB BO3HUKAIOT PBOTHI,
HapylleHue codHaHuA. Eciau quarHos He yCTaHaBJIUBAETCS
BOBPEMS, BTO MOKET MPUBECTH K TAMKEJBIM MeTabosmrye-
CKUM HaPYIIIEeHUAM U JIETAJIbHOMY 1CX0ny. JJOBOJIBLHO PEIKO
ara (popma MMA mMoxkeT AeOGIOTUPOBATH B IOHOIIIECKOM BO3-
pacte. BHesamHo Ha (hOHE IIOJTHOTO 3J0POBbsA Y OOJBHBIX
BOSHUKAIOT SIIUJIENITUYECKIe IPUCTYIILI, PBOTA, YTHETEHUE
co3dHaHUA. KoMa YacTO acCOIMUPYETCS C AbIXATeJbHBIMU
HapylleHuAMU. 3abojieBaHME MOJKET NIPOTEKATh BOJIHO-
00pa3HO — BIU30ABLI YJIYUINIEHUA COCTOAHUA CMEHAIOTCA
OCTPHIMU MeTa00JIMUYEeCKUMU PAaCCTPONCTBAMU.

CienyeT OTMETHTBH, UTO Aajke IPU TAKEJIOM TEUECHUU
3a00eBaHUA OOJBITMHCTBO TAIMEHTOB UMEIOT COXPAaHHBIN
UHTeJNJIeKT. IIpakTuuecku y BceX MHaIMEeHTOB HabJmoIa-
eTcda TYOYJIOMHTEPCTUIMAJIBHBIA HeDPUT, V¥ HEKOTOPHIX
pasBUBaeTCA XPOHUUYECKAsA IOUeuyHasd HEJOCTATOYHOCTD,
Tpedyrolas MpoBeAeHNe reMonuaausa. IloueuyHo-Tyoyasap-
HBIF anug03 MoKeT ObITh mposasiaeHneM MMA c mosapmeit
MmaHuMecranueil 6oae3Hu. Y pAJa MAIMeHTOB BOSHUKAIOT
WHCYJIBTHI U MHPAPKTHI B 00JIaCTU MOJKOPKOBBIX TAHIJINEB,
YTO MPUBOAUT K ABUTATEILHBIM M SKCTPAOHUPaAMUIHBIM
HapymeHuAM. [[oBosibHO uacToe ocyosxkHeHre MMA — ocrt-
PBIM UM XPOHMUYECKUU ITaHKpeaTUT. ¥ YaCTU IIaIeHTOB
HaOJIIOAAIOT ITOPAKeHNe KOYKY II0 TUITY SIIUAePMOIN3a NN
aKpoAepMaTHUTAa C MOPAKeHeM KUIIIeUHUKA.

IOuarnoctuka

IIpu MPT/KT rosoBHOro M03Tra BBLIABJISIOT KOPTUKAJIb-
HYIO0 aTpouio, 3aJeP:KKy MUEJINHUBAINY, B PsAJie CIyUaeB
HabJIroaeTcsA MOBBIIIIEHIe NMHTEHCUBHOCTHY CUTHAJA B 00J1a-
cTu 0as3aJbHBIX TAHIJINEB C IPEUMYIIeCTBeHHON JoKaI13a-
el B o6y1acTu OJIeTHBIX IITAPOB.

AHanmus opraHWYEeCKUX KHCJIOT METOAOM XPOMAaTo-
MacC-CIIEKTPOMETPUN IIO03BOJIAET BHIABUTH ITOBBIIIEHHYIO
SKCKPEIUI0 ¢ MOUON HMPOIMMOHUJIKAPHUTUHA, METUJIMAJIO-
HOBOM, IIPOIHNOHOBOM, 3-THAPOKCUIIPOINOHOBOMN, METUJI-
auMouHOH KucyoT. IIpu nposegeranu TMC o6HaApPYKUBAIOT
MOBBINIIeHNEe KOHIleHTpanuu Meruamansonua- (C4) m mpo-
nuoHuJ- (C3) KapHUTUHOB.
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JNeuenne

B ocTpom mepuome HeOOXOMAMMO IIPOBOAUTEH KOPPEK-
MU0 MeTabOoJMUEeCKOro allnfo3a W HOPMAaJn30BaTh pPabo-
Ty KM3HEHHO Ba'KHBIX (QPyHKHNuii. Ilocye crabuamsaiiuu
COCTOSTHUSA KpailiHe BasKHA OUeTOTepalns: HU3KO0EIKO-
Bada (0,5—-1,0 r Genka Ha KI' B CYTKH), BBICOKAJOPUMHAA C
OrpaHMUYEHVEM W30JIeHIIHA, BaJNHA, METHUOHWHA, TPEO-
HuHa. Ha cerogHAImMHWE OeHb paspaboTaHbl CIEIUAaJIb-
Hble (DOPMYJBI C orpaHHMUYeHHeM aMuHOKUcJJoT: XMTVI
Amnajor (SHS International Ltd.; komnanua «Hytpumus»);
XMTVI-Makcameiig (SHS International Ltd.; xommanus
«Hyrpunus»), Hyrpureua 14/20/40/70 -ile, -met, -thr, -val
(upoussoputens SAO «Mudamnpum», Poccus).

Bcem nanueHTam IIokKasaHO HasHaueHUe BuTaMuHa By,
(rugpoxkcukobasaMuH) B 03¢ 1 MI' B CYyTKU €KeIHEBHO
J1d BbIABJIeHUA B,,-uyBcTBUTENbHON (hopmbl MMA. Eciu
yepes3 10 mHell ypoBeHb METHJIMAJIOHOBOW KMCJIOTHI 3HA-
YUTEJBbHO CHUMKAETCHA, TO IEPEeXOAAT Ha JOSUPOBKY 1 Mr
Kaskaple 3 uiau 6 Hemesb b0 Ha IJIUTEJBHBIN/IIOCTO-
AHHBIA npueM B,, per os. JleBokapHutuH (KapHuren*,
daskap*) B nos3e 50—100 Mr/Kr B CyTKHU (BO3MOXKHO IIOBBI-
mreramue 1036l 10 300 MT/KI B CYTKM B OCTPBIN IIEPUOX) —
IJUTEJIbHO, TTIOCTOAHHO. PasinuHble aHTHOaKTEepHUATbHBIE
perapaThl, CHUKAIOIEe YPOBEeHb IPONNOHATA B KUIIIEU-
HUKe, OHI ITOKas3aHbI 001bHBIM ¢ MMA. Xopoinuii apPerT
HaOJomaeTcA MPW Ha3HAUYEHUU METPOHHAA30Jia B [I03€
10—-15 mr/kr B cyTKu. HTEpBaJBI IIpreMa aHTUOMOTUKOB
MOT'YT OBITh PA3JIUYHBIMU, HO, KAK IIPABUJIO, COCTABJISIIOT
or 7-10 mueit B mecar. s nmpenoTBpallieHnss BOSHUKHO-
BEHUA PE3UCTEHTHOCTU K aHTUOAKTEpUaJbHON Tepanuu
cJenyeT MEHATH IIpenapaTrsl OT Kypca K Kypcey.

ITocKOMBLKY OOJILIITMHCTBO META00INUYECKUX PEAKITUI 10
MIPeBPAIeHNI0 IPOIIOHATa TPOUCXOAUT B TEUeHU, TPaHC-
MJIAHTALUA [IeYEeHU MOJKEeT OBITh JOCTATOYHOM IJIS BOCCTA-
HOBJIEHUST aKTUBHOCTHU (DePMEHTOB U IPEeJOTBPAIIleHN MeTa-
0oIuecKoll meKomMneHcaruu. HeKoTopsIM marueHTam Oblia
IpoBeJieHa TPAHCIIJIAHTAIIUA ITeUYeHU, HO He y BceX HabJIio-
JIaJjach MOJIHAasA MeTaboanyecKasa KOppeKIiua 3a60ieBaHUA.

PexomeHnayercs maberaTh rojiofaHusa, yCyryOJIsroIe-
ro IIPoIlecchl KaTaboamsMa U MosiBJIeHre MeTab0JInUecKo-
ro ammumosa.
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Mpodunakrtmka

IIpenaTanpbHasa IMAarHOCTHKA BO3MOYKHA IIYTEM OIIpee-
JIeHUS aKTHUBHOCTUA MeTUJIMAJJOHUI-KOA-MyTassl B KYJb-
Type aMHHOIMTOB NyTeM MW3MEpPeHUs KOHIEHTPaI[u’
METHJIMaJIOHOBOI KUCJIOTHI B AMHUOTHUYECKON »KUJKOCTH,
a raksxe metomamu JJHK-ananusa, eciiu reHOTUII TpobaH-
la U3BECTEH.

MNporxos

IIporuos HebmarompusaTHbIN, ocobenHO mpu mut remo-
THUIE, 1 BO MHOTOM 3aBUCUT OT CPOKOB YCTAaHOBJIEHUA JUAT-
HO3a U Ha3HAUeHU JIeUeHNU .

[MponuoHoBas aumaypus

MIM #606054.

IIponuoHoBassi aumuAypusd, WUJIA KETOTUYECKAs TUIep-
TIUIUHEMUSA, HacJefyeMas II0 ayTOCOMHO-PEIeCCUBHOMY
THUNy, — 3aboJieBaHME CXOJHOE II0 CBOUM KJIMHUYECKUM
nposaBiaeHusam ¢ MMA.

Knaccmdmkaums

Pasnauuator nBe opMbI 3a00I€BaHUA: TAKEIYIO HEOHA-
TaJIbHYI0 (hopMy U (POPMY C IIO3THUM Ie0I0OTOM.

Stuonorus

AyTocomHO-pelieccuBHOEe 3aboJieBaHUE, 00YCJIOBJIEHHOE
MYTaIllUAMUA T'€HOB, KOAUPYIOIIUX CYOBbeIUHUIILI ITPOIIIO-
Hui-KoA-kap6okcuiassl: reH a-cyonenuuuIisl (PCCA) kap-
tupoBaH Ha 13q32, B-cyowenuaurnsl (PCCB) Ha 3¢q21—q22.

[MaTorenes

Hegocratounocts mponuoHuI-KoA-KapboKCcUIa3hI
HapyIlaeT mnpeBpalenue nponuoHua-KoA B D-merui-
MaJoHUJI-KOA, IprBOAA K HAKOIJIEHUIO B OMOJOTNUYECKUX
JKUAKOCTSIX UM TKaHAX IPONUOHUJI-KOA m IIPOIMOHOBOM
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KHCJIOTHI, & TaKKe HEKOTOPBhIX aMWHOKWCJIOT-TIPELIIeCT-
BEHHUKOB MPONUOHATA, JINHHOIETOUYEUHBIX ;KUPHBIX KUC-
JIOT ¢ HEUETHBIM YKCJIOM YIJIEPOIHBIX aTOMOB (B II€UeHN),
BIIyTH [-OKWCJIEHUA KOTOPBHIX 00pasyloTcd IPOIUOHUJI-
KoA u mertmamurpar, B-THIPOKCHUIIPONIMOHAT, IIPOIUO-
HUJTJIUIWH, TUTIUITIAIAH. BOJBIIMHCTBO W3 HaKal-
JIUBAIOIUXCA COENUHEHUU BBISBIBAET MeTaboJIMUecKuil
KeToalua03 U/UJIU OKas3blBaeT TOKCUYECKOe [elicTBue
Ha pasJuuvHbIe TKAaH!, IPUBOAA K JKUPOBOI JAereHeparinu
TmeveHn, aTpopuu pasaUuUYHBIX OTAEJ0B I'OJIOBHOTO MO3Ta,
YrHEeTeHWI0 (PYHKIIUH KOCTHOTO Mo3sra. IIpumumHa rumep-
TIUITUHEMU Y, HabJaiojaeMasa y MHOTUX (HO He y BceX) 60JIb-
HBIX, He J0 KOHI[a ACHa. BO3MOYKHO, IPOAYKTHI Kartabo-
JU3Ma M30JIeHIINHA YTHETAIOT pPacilielljieHre TJINITUHA NN
TUNEPrIUIINHEeMHUS HOCUT HecHmenmuduuecKuil xapakrep,
oTpa’kas OTPUIATEJbHBIN a30TUCTBIN OajaHC y OOJBHBIX.
T'unepaMMOHUEMUSA SABJISETCA CJIEJCTBUEM YIHETeHU
IIUKJa MOYEBMHOOOPA30OBAHUS OPraHMUYECKUMU KUCJIOTAa-
mu u anuia-KoA-Tuosdupamu.

KnunHuueckas kaptvHa

IIponinonoBasa anunaypus (IIA) kpaiite cxomHa II0 CBOUM
KJIWHUYEeCKUM mpoaBienuaM ¢ MMA. 3aboieBaHue HAUU-
HaeTcs B mepBble AHU KU3HU. OCHOBHBIMU CHUMIITOMAaMU
SABJIAIOTCS AHOPEKCUs, PBOTA, ITOBBIIIIEHHAA COHJIUBOCTD,
MBIIIIeYHAA TUIOTOHUS, O0Iasa BAJOCTh U SIU30bI THUIIED-
BEHTUJANUU. Y HEKOTOPBLIX MAIMEeHTOB pPAa3BUBAIOTCA
CYZIOpOTH, B Psfie CJIydYaeB OTMEUYAIOTCA TelaToOMeraJiusd,
spuTeMaTo3HadA ChIllb. IHOrmA 3a00€eBaHME MOYKET MaHU-
decTupOBATh IO3HEE U ITPOTEKATh BOJTHOOOPA3HO C AIIU30-
JaMU alifo3a UiIn Keroanunosda. TaksKe OIUCAHBI Caydan
HeKpo3a 6a3aJIbHBIX TaHTJINEB 0e3 MeTaboJIUYEeCKOTO alfu-
032 U TUIIepaMMOHUEMUN W eIUHUYHBIE CJIyUYau MO3Hed
maHudecranuu (30-IeTHUH MyKUMHA, B KJIMHUYECKOH
KapTUHE Yy KOTOPOT'O0 OTMEUAJNCh XOPEMUeCK!e TUIIEPKU-
He3bl U AeMeHIus). ¥ 60abHBIX [IA wacTo HabIIOZAIOT-
cA TaKuWe HapyIIeHUs, KaK JUCTOHWYECKUe, XOpemuecKue
TUIIEPKUHE3bl, NHUPaMUIHbIe HapylleHus. JleliKkomeHus,
TPOMOOIIUTOIIEHUS BO3HUKAET H3-3a YTHETEeHUSA pPabOThI
KOCTHOT'O MO3Ta TOKCUUYECKUMU MeTaboJIMTaMU.
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IOuarnocruka

Ananus3 opraEmMYECKHX KUCJIOT METOJOM XpPOMAaTO-
MacC-CIeKTPOMETPUH II03BOJISIET BBIABUTH MOBBIMICHHYIO
SKCKPEIUI0 C MOYON IIPONMOHWJIKAPDHUTHUHA, IIPOINOHO-
BOM, 3-TUAPOKCUIIPOIIMOHOBOI M METUJLIMMOHHOMN KICJIOT.
IIpu npoBegennu TMC o00Hapy:KMBAIOT MOBBLIIIIEHUE KOH-
neHrpanuu nponuonuakapuautuniua (C3).

JNeyenne

ITogxombl K JIEUEHUIO CXOMHBI C TaKOBBIM mpu MMA:
cnenuaabHble POPMYIbl AMUHOKUCIIOT Te Ke, UTO HasHaua-
orcsa npu MMA.

BouabubsiM ¢ ITA HeT HEOOXOAMMOCTH HA3HAUYEHUS BUTA-
muHa B;,, mockosbky nponuonHmia-KoA-kapbokcuiaasza —
OMOTHH-UYYBCTBUTEJbHBIN (DEPMEHT, PEKOMEHIYIOT Ha3Ha-
yeHue BurtamMuaa H (buotuna).

lMNpodunakTtmka

ITpenaTanpHas JUATHOCTUKA Bo3MoskHa MeTogamu [THK-
AHaJIN3a, eCJIN MeHOTUI IPOGaHa U3BECTEH.
MNporxos

IIporuos 3aboseBaHUS 3aBUCUT OT CPOKOB YCTaHOBJIECHU S
IUarHo3a 1 HasHAYeHUs JIeUeHU .

3oBanepuaHoBas auuaypus

MIM #243500.

N3oBanepuaHoBadg anuaypus — ayTOCOMHO-DEIECCHUB-
Hoe 3aboJieBaHVE, OTHOCAIEECS K T'PYIIIle OPraHWYeCKUX
anuaypuil ¥ xapaKTepuU3yloIladcsa IIMPOKUM KJINHUUe-
CKUM IIOJIUMOP(pU3MOM.

UcTopus sBonpoca

Bmepseie B 1966 r. Tanaka et al. Oblim ommcanHsl
OCHOBHBIE KJMHUYECKNE CHUMITOMBLI H30BaJIepPUaHOBOM
anunypuu. B 1967 r. Budd et al. moapo6Ho ommcaamu
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ceMbio, B KOTOPOII y ABYX neTeil (y Opata U cecTpBhI)
¢ 6 mecaneB HaOJOLANINCh 3aJepPKKa IICHXOMOTOPHO-
ro pasBUTHUS, HEIEPEHOCHMOCTH 0eJKa, MHOTOKpaTHAas
pBOTa, MPUBOASAINNE K BHIPAKEHHOMY aIUOg03y C HUCXO-
IOM B KOMY; OTMeUaJicd HeOObIUHBIN, OCTPBIA 3amax —
«IOTHBIX HOT», «ChIpa». [Ipu obciiemoBaHUM MOYM OblJa
BBISIBJIeHA B OOJBININX KOHIEHTPAIMAX H30Bajiepua-
HOBasA KucJygorta. B 1967 r. Sidbury et al. onucan eie
Tpex OOJBHBLIX OeTeil M3 YeThIpeX B CeMbe, Y KOTOPBIX
C TPEThbUX CYTOK JKH3HU Pa3BUBAJINCL SIUJIEINTHYEC-
KHe IIPUCTYIIbI, CUHIPOM YIHETEHWS, AeTuIpaTaliusd,
rernaToMeraJjus, TPOMOOIMTONEHNU, JENKONeHUA U He-
OOBIUHBIH 3aIlaX MOYMU IO TUITY «IIOTHBIX HOT». B 1988 r.
Gerdes et al. OblIM OmHMCAHBI TAIIMEHTHI C XPOHUUYECKON
HUHTEePMUTTUPYIOIEH (popMOii 130BaIEePUAHOBOI al[Uay-
pueii. K HacTosdIleMy BpeMeHU MMEIOTCS MHOTOUMCJIeH-
Hble ONMCAHU JaHHOro 3a00JieBaHUA.

Snuaemuonorus

Yacrora 3aboseBaHUsa B cpegHeMm coctasiser 1:50 000
JKUBBIX HOBOPOJKICHHBIX.

Knaccmdmkaums

Pasnauuator nBe (opmbl 3ab0sIeBaHUA: OCTPYIO HEOHa-
TAJIbHYIO U XPOHUUYECKYIO.

Stuonorus

AyTocomHO-perieccuBHOe 3a00JeBaHNE, 00YCJIOBJIEHHOE
MyTaluAMYU TeHa OJd MUTOXOHIPUAJILHON W30BaJIEPUJI-
KoA-merugporeunassl (IVD), mpuBogsIiue K ee HeJOCTATOU-
HOCTH B IIeUeHHU, ITOUYKAaX, CKeJeTHBIX MBIIIIax, ¢hudpodaa-
crax. I'en kapTupoBas Ha 15q14—ql5.

[MaTorenes

HepmocraTouHoCcTh (pepMeHTa BeAeT K HAPYIIIeHUIO CUHTEe3a
3-meTu-KpoToHUI-KoA 13 usoBasiepui-KoA (IpoayKT Kara-
Oosi3Ma JIEHITNHA), HAKOILJIEHUIO B TKAHAX 1 OMOJOTMUECKIX
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SKUIKOCTAX IIPOM3BOMHBIX M3oBasepua-KoA (M3oBasepuaHo-
BOH, 3-TUAPOKCUU30BAJIEPUAHOBOM, 4-TUAPOKCUMU30BATIEPU-
aHOBOIT KMCJIOT U 1p.). HaKoIIieHne 9TUX BEIeCTB IIPUBOIUT
K MeTaboJIMUYeCKOMY KeTOalllA03y U CTAHOBUTCS IIPUUMHON
HEBPOJIOTMUECKUX HapyIreHui. ['omoganme, nH(PEKIIUNT, BaK-
IIUHAIIUY, OTlePaTUBHbIE BMEIIIATeIbCTBA CTUMYJIUPYIOT IIPO-
mmecchl KaraboJsim3Ma, CIIOCOOCTBYSA YBEJWUYEHUIO KOHIIEHT-
pamnuu aMUHOKHCJIOT, B TOM YICJIe JIEHITMHA, U IPUBOLAT K
OCTpPO¥ MeTaboIMUeCKOl AeKoMIeHcaruu. V3oBasepuanoBas
KHCJIOTa WHTUOMPYeT TPaHYJOI0d3 B KOCTHOM MO3Te.
T'unmepaMMOHUEMUS — CJIEICTBUE YTHETEHUS ITUKJIAa MOUYEBU-
HBI TTo7, meticTBueM anuia-KoA (n3oBasiepui-KoA).

Knunnueckas kaptvHa
HeonaTansHas dopma

B GosibIIMHCTBE CAy4YaeB MaHU(PECTAIIA OCHOBHBIX CHM-
IITOMOB HaOJ/f0faeTcs B paHHEM HEOHATAJLHOM IIepuojie —
oT 1-ro 10 14-T70 AHA JKU3HU, C IPEUMYIIIeCTBeHHLIM HAUaJIOM
00JIe3HU €O 2-T0 O 5-ii AeHb :KU3HU. [IepBbIMU CUMIITOMAMHI
3a001€BaHUS CJIYsKAT OTKas3 OT eObl, PBOTA, MBIIIIEUHAS
TUTIOTOHUSA U YTHETeHNe COSHAHUS 10 COIopa 1 KoMbl. YacTo
HaOJII0aI0TCS TPEMOP, MUOKJIOHUY U STTUJIETITUYEeCKEe TTPU-
crynsl. Hepegko orMeuaeTcss HEOOBIUHBIN 3allax OT MOYH U
TeJsia OOJIBHBIX JeTell — 3allaxX «IIOTHBIX HOI'» MJIU «ChIpay,
MOABJAIOINUNACA B pe3yjbTaTe HAKOIJIEHUS HN30BaJiepua-
HOBOU KHCJIOTBI B OMOJIOTMYECKUX KHUIKOCTAX OpraHmsMa.
ITOoT 3amax B pALe CJAyUYaeB IIO3BOJISET 3alOA03PUTH 3a00-
neBaume. YacTo BCTpeUarOTCsA TPOMOOIIMTONEHUS, HENTPO-
MeHus, TUIOKAJINeMus. ¥ HeJIeUeHHBIX IIallMeHTOB HeOJa-
TOIPUATHBIN HMCXOJ OOBIUHO HACTYIIaeT uepe3 HEeCKOJIbKO
IHEHN OT IMOSBJIEeHUA MePBLIX CUMIITOMOB 3a00JI€BAHUA M3-3a
BBIPAYKEHHOTO MeTa00JINUECKOr0 aliuao3a, NHMEKITNOHHBIX
OCJIOJKHEHUI, TeMOpParnyecKoro CUHaIpoMa.

XpoHMYeckas UHTEPMUTTUPYIOLWAS GopmMa

IIpu sToit hopme 60Ie3HY ITEePBLIE SIIU30bI JeKOMIIEHCA-
Y OOBIYHO IIOABJIAIOTCA HA 1-M rofy sKU3HU, B HEKOTOPBIX
caydaax mosauee. MaHwupecranusa 3abojieBAHUSA OOBIYHO
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BOBHUKAET BO BpeMaA WHOPEKIMOHHBIX 3a00JieBaHUN WU
CBsIBaHA C IIOBBIIIIEHWEM aueTapHoro Oesnka. Tak HasbIBae-
MBI 3aIlaX <«IIOTHBIX HOT» OOBIYHO IIOSBJISETCS BO BpPEMsI
MeTaboJIMYecCKuX Kpu30B. [[pyrue yacTble CHUMIITOMBI: HEy-
CTOMYUBBIN CTYJI, HEATPOIIEHUS, TPOMOOITUTOIEHM A, aJIoIe-
nus (pesxe), runepriinkeMus (peske).

Kax mpaBuJio, IaneHThl OTKA3bIBAIOTCA OT IIpHeMa
BBICOKOOEJIKOBBIX IIPOAYKTOB. ¥ OOJBIINHCTBA MallleH-
TOB ¢ JaHHOU (opMoii 3a00eBaHUA IICUXOMOTOPHOE pas-
BUTHE COOTBETCTBYET BO3PAaCTy, TOJBKO y UacTu ObIBa-
0T TpyOble HAPYIIEeHUSA MHTEJNJIEeKTYaJbHOTO Pa3BUTHUSI.
B nmyb6epTaTHOM mepuoze MeTaboamuecKue KPU3bI BCTpe-
yamoTcA penko. MHTelIeKTyalbHOe Pa3BUTHE 3aBUCUT OT
CPOKOB YCTAHOBJIEHUSA NMAarHO3a U Ha3HAUEHUS MaTOTeHe-
TUYECKOU Tepallunu.

IDuarnoctuka

IIpu oGciiemoBaHUM OOHAPYKUBAIOT TSKeJIbI MeTabo-
JIMUECKUI anug03, KeTOHeMUI0 U KeTOHYpHui. B HeKoTo-
PBIX cJIydasdx BBIABJIsAeTcA rumepaMmonuemus ot 200 mo
1200 mxMmoun/n. M30BajieprnaHoBass KHUCJIOTA 3HAUUTEIHLHO
noswimmeHa B miaasMe (B 100—-500 pas BbIllle HOpMAJIBHBIX
3HaueHUi). BamkHoe AuMarHocTMUYecKoe 3HAUEHUE UMeEeT
BBISIBJIEHME B MOYE€ IIOBBIIIIEHHOT'O YPOBHS W30BaJEPUJI-
rounuaa (ot 2000 go 15 000 HMOJIL B CYTKHM IIPU HOpME
meHee 15 HMOab B cyTKU). Tak:ke 0o0HAPYKUBAIOT BHICOKUH
YPOBEHb 3-TUAPOKCUM30BAJIEPUAHOBON KUCJIOTBI M OPY-
rux MeTaboJINTOB, KaK M30BAJIEPUJITIIOKOPOHU], M30Ba-
JIepUJIKapPHUTUH. BO3MOKHO M3MepeHne aKTUBHOCTU M30-
pasepus-KoA-meruporenassl B KyJIbTypPe KJIETOK KOMKHBIX
¢uopodaactoB (KKP) u nmpoBenernre MOJIEKYIAPHO-TEHETH-
yeckux uccaegoBauuii. [Ipu TMC BbISBIAIOT MOBLIIIIEHNTE
ypoBHA nsoBajepuakapautuua (C5H).

JNleuenne

B ocTpyio cTaguio 3a6osieBaHUS Y HOBOPOXKIEHHBIX HEOO-
XOJMMO IIPOBOJUTH KOPPEKIIMI0 MeTabO0JMYeCKOro Aallu-
nosa u runepaMmoHueMun. HeoOXoamMo CHUIKEHME II0C-
TYIJIEHUSA TUEeTAPHOro OeJKa M JOIOJHUTEJIbHOEe HasHaue-
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Hue riunuHa (250—600 MT/Kr B CyTKHU) U JEeBOKAPHUTUHA
(Kapauren*, daskap*) (100-400 Mr/KT B CyTKH).

IIpu xpoHuueckoii popme 3ab0IeBaHNsa BCeM OOJIBHBIM
Ha3HAYaIOT IIepopajibHO: MIuiuH B posde 250—600 mr/Kr
B CYTKM U JieBOKapHUTUH B f03e 50—100 MI/Kr B CyTKH.
IIpu crabuamsanuy COCTOAHUSA IMOCTOAHHBIN IIPUEM 9TUX
IIpenapaToB SABJAETCA CIOPHBIM, OJHAKO IIPU BO3HUK-
HOBEHUU MeTaboJMUYEeCKOTO CTpecca ABJAETCA KpaliHe
HeoOXOAUMBIM. ¥ OOJIBIIMHCTBA MAI[MEHTOB C M30BaJje-
PUAaHOBOW anuaypueill Npu Ha3HAUEHUU BBICOKUX 03
JIeBOKAPHUTHHA YCUJINBAETCA HEOOBIUHBIN 3aax OT Teja
1 OMOJIOTMYECKUX KUITKOCTEH.

ITpu BOBHUKHOBEHU Y MeTa00INYEeCKIX KPU30B ITIOKa3aHa
TOCOUTAJIU3ANUA B CTAIIMOHAD AJIA IPOBEAEHUA NHTEHCUB-
HO¥ MHPY3UOHHOU Tepanuu (TJIF0K03a, COJIEBBIE U ITeJIOUHBIE
pactBopsbl). CoueTaHue IIMIIHA ¢ HU3KOOEJIKOBOI IHETOi
(1,5 r/Kkr) obecmeurBaeT HOPMAJbLHOE DPA3BUTHE U ITOJIHOE
IIpeJoTBpAallleHe KPU30B.

PaspaboTranbl crieniuajbHbIe JieueOHbIE CMECH, He COIep-
skamume Jgedinuua: XLEU Faladon (SHS International
Ltd.; xommamus «Hytpunusa»); XLEU Analog (SHS
International Ltd.; xommanumsa «Hyrpumnusa»); XLEU
Faladon (SHS International Ltd.; komnauua «HyTpumus»);
XLEU Analog (SHS International Ltd.; xommamumsa
«HyTrpunus»), Hyrpurea 14/20/40/70 —leu (upoussomu-
teab 3AO «Mudpanpum», Poccus).

MpodunakTtmka

Bo3MOKHO TpOBegeHNE IpPeHATaJbHON OUATHOCTUKU
OMOXMMHUUYECKUMHU MEeTOJaMHu — OIpeaesieHre aKTUBHO-
ctu (epmeHTa u3oBasepua-KoA-meruaporeHassl B KYJIb-
Type AaMHUOIMTOB W/UJIU aMHHUOTHUUYECKON KUIKOCTH.
Wcnonb3yoTcss W MOJIEKYJISPHO-TEHETUYECKUE METOXHBI,
€CJIi TeHOTHUI IPOoOaHIa U3BECTEH.

MNporxos

IIporuos mo 3abojeBaHUIO0 00jiee OJATONPUATHBIN IIPU
XPOHUUECKON MHTEePMUTTUPYIOIIeH hopMe, UeM P MaHU-
decranuu 3a60ieBaHUSA B HEOHATAJIBHOM II€PUOIE.
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MHoxecTBeHHas kapbokcmnasHas
HEeLOCTATOYHOCTb C MO3AHMM AebioToM

MIM #253260. CuHOHMM: HEIOCTATOUYHOCTH OMOTHHU-
Iasbl.

Hemocratounocts OmotuHumassl (HB) — ayrocomuo-
perieccuBHOe 3a60eBaHIEe, 00YCJIOBJIEHHOE MyTallUAMU B T'e-
He, KoxupymoIeM (GepMeHT OMOTMHUAA3Y, UTO IPUBOIUT K
HapyIIeHUIO PabOThI BCeX OMOTUH3AaBUCUMBIX KapOOKCUJIas.

Mcropus sBonpoca

K MHOXecTBeHHOH KapOOKCHMJIA3HOW HEJOCTATOUHOCTU
(MKH) otHOcATCA ABa HACJEeNCTBEHHBIX 3a00JIeBaHUA —
HEeIOCTATOYHOCTh OMOTHMHUAASLI U HEIOCTATOYHOCTH CUH-
TeTasdbl rojoKkapborcuaas. 1o OTKPLITHA TEPBUYHOTO OMO-
XUMHUUYECKOTo AedeKTa 9T KINHUYECKU CXOIHbIe HO30JI0-
ruueckue (popMbI paccMaTpPUBaJIUCh KaK OJHO 3aboJieBa-
HUe, UMeloIllee Pa3JInYHbII BO3pacT aebioTa.

B 1981 r. Burri et al. ycranoBusau, uro MKH ¢ panauM
Ie0ITOM CBA3aHA CO CHUMKEHMEM AaKTHUBHOCTU (epMeH-
Ta CHUHTETa3bl T'OJIOKAapOOKCUJIA3, M AJUTEJHHBIN IIpUeM
O0MOTHMHA TMPUBOAUT K YJIYUIIEHUIO COCTOSHUA MAIMEHTOB.
Ilosmguaa ¢gopma, Kak OBLIO BHIACHEHO IBa I'ofa CIIYCTH,
00ycCJIOBJIEHA HEIOCTATOUHOCTHIO JPYTOro (hepMeHTa, TaKKe
CBA3aHHOIO ¢ MeTaboJIM3MOM OMOTHUHA — OMOTUHUIA3HI.

Snugemuronorus

3abosieBaHne TAHATHUUYECKOE U BCTPEYaeTCs B €BPO-
nefickux crpanax ¢ yactoroi 1:40 000 ;XKMBBIX HOBOPOIK-
JEeHHBIX.

STtnonorus

HB — ayTocomHoO-perieccuBHOe 3aboseBaHUE; 00yCJIOB-
JeHo MyTanuaMu reHa ouorununassl (BTD), kapTupoBan-
Horo Ha xpomocome 3p25. Hambosiee pacnpocTpaHeHHBIMUT
apaaiorca MyTanun Gogd7i3 n Arg538Cys, KoTOpBIE BCTpe-
yarorcs 6osiee uem B 50% MyTaHTHBIX aJLIeJiel.
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[MaTorenes

BuotuH cay:KuT KohepMeHTOM IJId YeThIpexX KapOboKcu-
Jas:
nupyBaTkapboxcuiaassel (ITK);
nponuoHua-KoA-kap6oxcuaass! (ITKK);
B-meTunkpororua-KoA-kap6okcunass! (3-MEKK);
aneruia-KoA-kapooxkcuiassl (AKK).

9T (pepMeHTHI YYacTBYIOT B BaKHEHIINX peaKIuAX
IIPOMEKYTOYHOr0 MeTaboIn3Ma KIeTKH.

Buoruu nocrymaeTr B OpraHuaM aJIMMEHTAPHBLIM IIyTEeM
U IepBOHAUAJBLHO CBA3aH ¢ Oeakom. Ilox meficTtBuem (ep-
MEHTOB IIOAKeJYNOUHON KeJie3bl KOMILJIEKC OeJOK—0Mmo-
TUH pacIlenjgaeTcsa A0 OuonuTuHa (0MOTHMHA, CBA3AHHOTO
¢ e-aMUHOTPyHOmoi JusuHa). Ha saBepriatorieii cragmu
IUKJIa MeTaboam3aMa OuoTuHa (pepMeHT OMOTUHUIa3a pac-
HIeIlisieT OMOIUTYH HAa CBOOOAHBIM OMOTHUH U JIU3UH, KOTO-
pBie OLICTPO BCACBIBAIOTCA B KUIIIEUHUKE.

Hapymenune GyHKInu KapOOKcuias, AJsS KOTOPBIX Omo-
THH SBJISAETCA KOBAJEHTHO CBI3aHHBIM KO(aKTOPOM, IIPUBO-
IUT K HAKOILJIEHUIO CyOCTPATOB KOHTPOJINPYEMBIX KapOOKCH-
aazaMu GepMeHTHBIX PeaKIuii. OTH CyOCTPAaThl U UX IIPOM3-
BOJHbIE TOKCHYECKU JeHCTBYIOT HA IEHTPAJIbHYIO HEPBHYIO
cucremy (I1HC) u npyrue TkaHu, IPUBOAA K PA3BUTUIO MeTa-
60JITMYECKOT0 aIliI03a ¥ BTOPUYHON T'MIepaMMOHNEMUH.

AXTHUBHOCTh OMOTUHHAA3BI B T'OJIOBHOM MO3Te€ UeJIOBEKa
KpaliHe HU3Kasd, MOITOMY AJA HOPMAJbHOTO (GDYHKITMOHU-
poBaHUA HEHPOHOB HEOOXOAMMO AOCTATOUYHOE M TIOCTOSHHOE
TIOCTYILIeHYe OMOTIHA Yepes reMaTosHItedaInuecKunii 6apbep.
VYMeHbIlenne KoHIeHTpanuu omotuHa npu HB Ha mepBbIX
cTaauaxX 3a00JeBaHUs MIPUBOAUT K CHUMKEHUIO aKTUBHOCTU
IIK, uTo BBI3BIBAET HAKOILJIEHUE JIAKTATa B T'OJIOBHOM MOS3TE.
ITOT JIOKAJILHBIN JIAKTAT-aIli03 00yCJIOBJIUBAET MOSBJICHLE
B IIEPBYIO OUYepeah HEBPOJOTMUECKUX CUMIITOMOB, B TO BpEeMS
KaK JIpyrue IpusHaKy 3a00/ieBaHMsA MOy T MaHU(PeCTUPOBATh
no3guee. KeToanumos Cay:KUT TPUSHAKOM MTPOMOJIIKUTEIb-
HOM HeIOCTATOUHOCTU OMOTUHA B OPraHU3MeE U He BBIABJISIETCS
Ha HAUYaJbHBIX dTamax Oose3Hu. CUMTAIOT, UTO NPUYNHOHN
HEeHPOCEHCOPHOI TYTOYXOCTH CJIY:KUT HAKOILJIEHWEe OpPTaHU-
YeCKUX KUCJIOT, OMOITUTUHA 1 60JIee KPYITHBIX OMOTUHUIBHBIX
6enkoB. CHI)KeHNe YPOBHSA IPOTEKTUBHBIX JKUPHBIX KUCJOT
(B pesysbrare HapyIeHus padotel IIKK) MoskeT ObITH Tpryn-
HOI1 ITOSABJICHUS aJIONEI[UH 1 KOKHOM ChITINU.
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ToxcuueckuM 3>(p@PeKToMm o00BsIACHAITCI MOPGdOJIOo-
TuyecKue M3MEHEeHWA B MO3:KeuKe (OTCYTCTBUE KJIETOK
IlypkuHbe, paspeskeHUe CJ0SA TPAHYJIAPHBIX KJETOK U
nposudepanuio ciaoda beprmanua, riimos3 6eJIoro BellecTBa
U 3y0UaThIX A1ep), U 60JIBIIIOM MO3Te (HeKPO3 C COCYAUCTON
npoaudepamnmeir u nHGUIbTPaIIHE MaKpodaraMm B CTBO-
Jie, TUIoTajsiamyce). Bl onmcaHbl UBMEHEHU s B IIOJKOP-
KOBBIX CTPYKTYpaX, CIMHHOM MO3Te, CXOAHBIE C TaKOBBI-
Mu npu 6ose3Hu Jlu. MueanHOBBIE BOJIOKHA ITOPAKAIOTCA
B OOJIBINIEH CTENIeHN, YeM TeJjia HeiipoHOB, moaTomy npu HB
YaCTO ONMCHIBAIOT Ae30PTaHU3AIUI0 MUEJIUHOBBIX CTPYK-
TYP T'OJIOBHOT'O MO3Ta.

KnuHuueckme nposeneHus

B 6oapminacTBe cayuaes HB manudectupyet B Bo3pacre
ot 3 1o 5,5 mecsarieB. B pegkux ciayuasax 3abosieBaHue ne6ro-
TUPYET B IIOJPOCTKOBOM BO3pacTe UJix Ha 1-i1 Heese sKU3HU.
CreneHb TAKECTH KJMHUUYECKUX MPOSABIECHUU 3aBUCUT OT
YPOBHA aKTUBHOCTHU OMOTUHUAA3EI. TaK, BLICOKAS OCTATOY-
Had aKTuBHOCTH (pepmenTa (0T 30 1m0 25% HOPMBI) Xapak-
TepHa Oas OoJsiee TOOPOKAUECTBEHHBIX IOHOIIECKUX (DOPM
HB. Ilpu Toransuoit HB (axTuBHOCTH DepmenTa Mmenee 5%
HOpPMBI) 3a0ojieBaHNEe MaHUMECTUPYIOT B IIePBBIE MECSIIBI
sKu3HU. B panHeM Bo3pacTe HanboJee YaCTBIMI HAUYAIbHBI-
MU CUMIITOMaMM SBJAIOTCA CYJOPOTU: MUOKJOHUUYECKUE,
reHepaJin30BaHHBIE MJIM HapIliuajibHble. IHOTIa OCHOBHBIM
KJIVHUYECKUM CUMIITOMOM ObIBAET MBIIIIEUHAA TUIIOTOHUS.
B pane cayuaes HB maHu(pectupyer 3amep:KKOi IICUXOMO-
TOPHOT'O Pa3BUTHUA, HAPYIIIEHUAMU PUTMA AbIXaHUSA (AbIXa-
Hue 1o Tuny Kyccmayns, japuHreaabHBIN CTPUIOD, AITHOD),
cebopeeii, aTONIMUYECKUM OEePMATUTOM, THE3IHONU U/MIu
TOTAJbHOI AaJIomenueil, MePCUCTUPYIONIUMU KOHBIOHKTH-
BuTamMu (puc. 2). BoJbIIMHCTBO MAIMEHTOB UMEIOT COUeTa-
HIIe HEBPOJIOTUYECKUX U KOKHBIX HapyIireHuii. I[Ipu nebro-
Te 3a00JIeBaHUSA B NOJPOCTKOBOM BO3pPAaCTe HAYAJIHHBLIMU
CUMIITOMaMU CJIY’KAT MBIIIEYHAA CJIa00CTh, CIIACTUYECKUE
rmapamnapesbl, 3pUTeJbHbIE HAPYIIeHus (CHI)KeHMe 3PeHnd,
CKOTOMBI, aTpoduA 3PUTEJbHBIX HEPBOB). Mwuesonmatus
MOXKeT OBITH MOIOJHUTEJbHBIM CHMIITOMOM 3a00JI€BaHUS
HEe3aBUCUMO OT BO3pacTa HavaJja 00JIe3HU.
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Puc. 2. Denotmnuueckne ocobeHHOCTH naumeHTa 4 mecaues
C HELOCTATOYHOCTbIO BUOTUHMAC3LI O HAYANA NeyYeHus

IOuarHoctuka

OcHoBHOII MeTon pguarHocTuku HB — Oumoxumunue-
CKUe MeToAbl. AKTHUBHOCTH OWOTUHUIA3BI OIIpemesd-
IOT B CBIBOPOTKe KpoBu, KK®, mumdobiacrax u ammdo-
mUTax. XapaKTepHbBIM OMOXMMUUYECKMM MapKepoM 3a00-
JIEBaHUA CJYKUT TUIEPIKCKPEIA C MOUONM OpraHmye-
CKUX KHCJIOT: [-TUAPOKCUN30BAJIEPUAHOBON, MOJIOYHOIM,
B-TUIPOKCUIIPONIMOHOBOM, ()YyMapOBOM, 2-OKCHUIVIyTapOBOM,
MEeTUJIIUMOHHOM, IIOBBIIIIEHE B KPOBU U MOUYE COOTBETCTBY-
fomux anuiakapEuTrHOB (C;OH).

ITpu marauTHO-pe3oHaHCcHOI ToMorpaduu (MPT) rosos-
HOT'O MO3Ta BBISBJISAIOT HAPYIIIeHNE MUECIUHUBAIIUNA U aTPO-
puvecKre n3MeHeHUA KOpbI (puc. 3).

B HexoTOpBIX cTpaHax BeIABIeHUe HB BKJIIOUEHO B IIpO-
rpaMMbl HEOHATAJbHOTO CKPUHUHTA HOBOPOXKIEHHBIX.
B Hacrosaiee Bpema ckpuHuHT Ha HB mpoBogutcs B 22
mrarax CIIIA, mHOTUX cTpanHax EBpombl u moHum.
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Puc. 3. MPT ronoBHOro Mo3ra nAUMEHTA C HELOCTATOY-
HOCTbIO BUOTUHKMAASL. HapylieHne muenuHmMsaumm 1 atpo-
duyeckme U3MEHEHMUs KOpbI

JNleuenne

OCHOBHBIM METOZOM ITaTOTeHETUYECKOT0 JeUeHU S ABJIS-
eTcs mpueM O0MOTHHA B f03e oT 5—20 MT B CYTKHU AJUTEJb-
HO, mmocToAgHHO. Hapany ¢ sTUM IPOBOAUTCA CUMIITOMA-
TUYECKas Tepalus BBIABJIEHHBIX paccTpoiicTB. PasBurue
TAMKEJIBIX HeBPOJOTUUECKUX MPOSIBICHUN ¥ OOJBITUHCTBA
namueaToB ¢ HB moiker OBITH IIPemOTBPAIIEHO B Caydae
pamHero HauaJja JeueHudA. [lo3gHee Hayaio Tepanmuym Ipu-
BOAUT K UCUE3HOBEHUIO HEKOTOPBHIX CUMIITOMOB (IepMAaTHT,
aJIomenysA), HO HeBPOJOTUUECKHEe HAPYIIEHUA ITOJTHOCTBHIO
KyIUPOBAaTh He yAAeTCA.
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