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Hepuuut 3-ruapokcu-3-MeTHIArIyTapuiI-KoA imasel

Hdepunnt 3-ruapokcu-3-mernariayrapui-KoA nuasel (3-TMKoAJII) — peaxoe
HaCIIeICTBEHHOE 3a00JIeBaHVe, CBSI3aHHOE C MOJIOMKaMu (MyTarusiMu) B rene HMGCL.

3-I'MKoAJI]/l HacieayeTes o ayTOCOMHO-PEIIECCUBHOMY THITY. DTO 3HAYHUT, YTO Y peOeHKa
00I1e3Hb NPOSIBIISICTCS TOJIBKO B TOM Cllydae, eciii 00a poIuTess ABISIOTCS HOCUTEIAMHU O0JIC3HH U, XOTS
caMu OHU He 0OJICIOT, TIepeatoT PeOCHKY JIBE KOITUH “TIOBPEXJACHHOr0” reHa (TeHa ¢ MyTalue).
Hocurens Gone3nn HacneayeT TONBKO OAHY “TIOBPEKACHHYIO” KOMUIO: INOO OT 0TLA, TUOO0 OT MaTepH.
Hocwurenu He 601€10T M HUKaKUX MPU3HAKOB 0OJIE3HU Y HUX HeT. Puck poxxmenus pebenka c 3-
I'MKoAJIJ] B cembe, Tae 06a ponuTens ABISIOTCS HOCUTEISIMU “TIOJIOMaHHOTO”” reHa, cocTaBisieT 25% Ha
Kax1Iyro OepeMeHHOCTh (puc. 1B). Manbuuku u 1eBOYKH OONICIOT ¢ OJJMHAKOBON YacTOTOM.

Bce cembu ¢ 3a001eBaHNEM JOJKHBI IPOUTH METUKO-TEHETHYECKOE KOHCYIbTUPOBAHUE U
MOJIYYUTh MOJIHYIO0 HHPOPMALMIO OT Bpaya-TeHEeTHKa O PUCKE OBTOPHOI'O MPOSIBICHUS JAHHOTO
3a00JeBaHUs B CEMbE, OOCYAUTH CO CIICLIMAIMCTOM BCE BONIPOCHI, CBSI3aHHBIE C HACTIEIOBAHUEM

3a00JIEBaHUA.
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3poposble 25% Hocutenu (retepo3urotbl) 50% BonbHble 25%

Pucynok 1B. Cxema HacnenoBanus aedpunura 3-TUHApOKCU-3-MeTHIT Ty Tapuii-KoA nmassr (3-
I'MKoAJL). [Ipn Hanuuuu 1ByX KOMHUH “TIOBPEXAEHHOT0” TeHa («1»), yHacleA0BaHHBIX OT 000MX
poautenei-HocuTenel, puck poxaeHus pedenka ¢ 3-I'MKoAJIJ] coctamsieT 25% («rr»).

Yro Hapymaercs B Mmeradousme npu 3-I'MKoAJII?

[Tpu 3-I'MKoAJI depment 3-runpokcu-3-metunriaytapui-KoA nuaza (3-' MKoAJI) ue
paboraer. B HOpMe 3TOT hepMEHT y4acTBYeT B PaCIIEIUICHUH JISHIIMHA, KOTOPBIH IMOCTYIAET C MUIICH.
Jletitiua — onHa 13 20 aMHMHOKHCIIOT, U3 KOTOPBIX cOCTOAT Oenku. Y mamueHToB ¢ 3-I' MKoAJIJ] aToro
(dbepMeHTa HET, U JICHIIMH NIOJIHOCTRIO He pa3pyliaercs. Koraa takve malueHTsl eAsT MUIly 00raTyro
0elkoM, B KpOBU HAKAILTUBACTCSI MHOTO JICHIIMHA, ¥ OH MPEBPAIACTCS B OTIACHBIC TOKCUYHBIEC BEIIECTBA,
KOTOpBIE HAHOCAT Bpex opranusmy. Kpome Toro, y ¢pepmenta 3-I'MKoAJI ects Bropas ¢pysakmus. C
MTOMOIIIBIO 3TOTO (hepMEHTA B MPOIECCE PACIIEIUICHISI JKUPOB 00pa3yroTcsl KeToHOBBIE Tenma. Korma B
OpraHu3Me HEJOCTATOYHO TIFOKO3bl, KETOHOBBIE TeJla CTAHOBSITCSI OCHOBHBIM ““TOILTUBOM JIJIS1 HAIIMX
opranoB. Y nanuueHToB ¢ 3-I MKoAJI/] keToHOBBIX Tell Mao, U, CIEAOBATEIbHO, HET 3aIlIaCHOTO
HMCTOYHHKA DHEPTUH. B pe3ynbpTaTe MOTyT HAaKalIMBaThCs BPEIHBIC COSAMHEHMS, KOTOPBIC IPUBOMIAT K
TOMY, YTO KPOBb CTAHOBHUTCS CJIMIIIKOM KHCJIOH (KETOAIM03), YTO yXyaAlaeT QyHKIUIO TKaHEH B
OCOOCHHOCTH IIEHTPaJIbHON HepBHOW cUCTeMBI. KeToanm 03 — maToioruieckoe JKU3HeyrpoKaroIiee
COCTOSIHHE OpraHnu3Ma, TpeOyromee HEMEIIEHHOTO BpaueOHOTO BMEIIaTeIbCTBA

Kak nposiBasiercs 3-'MKoAJIL?



[Ipu poxxaennn cumnromoB HeT. B 80% ciydaes 3a0oneBanne MposIBIIAETCS B TEUSHHE MTEPBOTO
ro/a XU3HH, OTHAKO W3BECTHBI CIIy4Yau MPOSBICHUS NEPBBIX CUMITOMOB BO B3pOCIOM BO3pacCTe.
Cumnromsl 3-I'MKoAJI/l ouens pasnooOpasHbl. YacTo peOCHOK CTAaHOBUTCS Pa3apakKUTEIbHBIM,
OTKa3bIBAeTCs OT €/Ibl, OTMEUAIOTCS TUapesi, TOLUIHOTA, pBOTA, MBIILIEYHasl C1a00CTb, BSIIOCTD, ObICTpast
yToMIIsIeMOCTh. YacTo 3a00eBaHue MPOSBISAETCS TTOCIIE JITUTEFHOTO TOJIOAAHMS, MHPEKITUN HITH
¢usngeckux Harpy3ok. Y manueHToB ¢ 3-I'MKoAJIJl MoryT pa3BHBaThCSI HEBPOJIOTUIECKHUE
OCJIOKHEHUS: 3aJICp’KKa Pa3BUTHSL, 3a€pKKa peun, smwiencus. Y nanueHtoB ¢ 3-I' MKoAJIJ] moryt
OTMEYaThCs KApAMOMHUOTIATHS C apUTMHUEH, TOpaKeHHe TiedeHH (YBEINUeHHE TIeUeHH, JKUPOBasi O0Ie3Hb
TICUCHH ).

Kak ycranasimBaercs quarnos 3-I'MKoAJIL?

C 2023 ropa “edunut 3-ruapokcu-3-MeTunrayTapuii-KoA nma3el ” BKIIOYEH B pacIIUpEHHBIH
HEOHATaJIbHBIH CKPUHUHT HOBOPOXKJICHHBIX. Y KaXKIO0T0 MjlaJeHNa Ha 2¢ CYTKH KU3HH (Ha 7¢ -y
HEJOHOIICHHOTO) MTPOU3BOIUTCS 3a00p KPOBH Ha TECT-OJIaHK C MOCJIETYIONIMM aHATH30M. MeTomoM
TaHJEMHON Macc-CIIEKTPOMETPUH B KPOBH OIPEICIISIOT aMHHOKHUCIIOT U allMJIKAPHUTHHOB. Mapkepom
geunuta 3-THAPOKH-3-MeTHATTY Tapii-KoA-m1assl siBisieTcs NOBBIIICHHE H30BATCPHIIKAPHUTHHA
(C50H). lanHbIi1 METaOOIHT HE SBISAETCS BHICOKOCTICIIM(DUIHBIM, ¥ €r0 KOHICHTPALUS TAKXKE MOXKET
TIOBBIIATHCA TIPH AeQUIUTe OMOTHHUIA3bI, CHHTETA3bl TOJI0OKapOOKCHIa3, 3-MeTHIKPOTOHII-KOA -
kapOokcuiassl. [lonTBepikaaromas TMarHoCTHKa BKIIOYAET OTpeieiecHue aKTUBHOCTH OMOTHHUIA3BI,
aHaJIM3 OPTaHUYECKHUX KUCIIOT, a TAKXKE MOJICKYJIIPHO-TEHETUUECKOE UCCIIEIOBaHUE.

I[I/IaFHO?; CTaBUTCS HA OCHOBAHWUM KJIMHHUYECKOM KapTUHbI, aHaJIn3a MOYH (HOBI)IIHHCTCSI YPOBCHB
3-TUIPOKCH-3-METHII TITyTapOBOH, 3-METHITITyTapOBOH, 3-THAPOKCHU30BAIIEPHAHOBOM, 3-
METHIITITyTAKOHOBOMW, aIUTTHHOBOH, CyOepHHOBOW 1 ce0allMHOBOM KUCIIOT) U aHaJ3a KPOBU
(ToBBIIIIaETCS] KOHIIGHTPAIHSA 3-THAPOKCHU30BAICPUIIKAPHUTHHA). [IMarHo3 moATBepKAaeTCca Ha
MOJIEKYJIIPHO-TEHETHIECKOM YPOBHE IpH OOHAPYKEHUH MaToreHHbIx m3menennii rena HMGCL.

Kaxk geuat nanmuenton ¢ 3-I'MKoAJI?
OcnosHble npuHIMnoM tepanuu npu 3-I'MKoAJI/] sBisieTca Ha3HaYeHHE JIEKAPCTBEHHBIX
IpenapaToB, COAEPXKAINX JIEBOKAPHUTHH, €CITH Y MALMEHTOB HAOII01aeTCsl HU3KHI YyPOBEHb CBOOOIHOTO
kapHUTHHA. [1o moKa3aHusIM Ha3HAYAIOT MPOTHUBOIIMIETITHYECKHE TIpenapathl. [larmentam

PEKOMEH/TYIOT H30eraTh JUIMTEIBHOTO TOJI0IaHHs M )KUPHOH (KETOT€HHOW) JIMETHI, a TAK)Ke OTPaHHYHUTh
norpednenue oenka (1,5-2 r/kr/cytkn) u Kupos (6,3 T/KT/CyTKH).
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