Nudpopmauus 151 nanmeHTa

I'nyrapoBasi anunypust tun 1

TayrapoBas auuaypust tTun 1 (I'A1) — HaceAcTBEHHOE 3200J1€BaHUE, CBSI3aHHOE C MYTALUSIMH
B T€HE, KOTOPBII OTBeYaeT 3a padboty dhepmenta rmyrapmi-KoA nernaporenasst (GCDH). OtoT dpepment
HEe00X0arM, YTOOBI IPOUCXOAVIT IPABHIHHBIA METa00IN3M OETKOB B opranusMe. Eciin pepMeHT He
paboTaeT WM aKTUBHOCTH €r0 CHIDKEHA, TO B KJIETKaX, a TAKXKe B KPOBH U MOYE
HakaruBaeTcsi TayTapoBas U 3-OH-riyrapoBas (3-ruapOKCH-TIyTapoBas) KUCIOTHI, KOTOPBIE
OKa3bIBAIOMINX IMTOBPEXKIAIOIIee JeUCTBIE Ha BCE TKAHH, HO MPEKIE BCEro Ha KIETKH HEPBHON CHCTEMBI.

Kak nposiBisieTcs riyrapoBasi auuaypus tum 1?

I'A1l nposBnsercs 00brgHO B Bo3pacte oT 3 10 36 MecsieB. B OOJIbIIMHCTBE ClTy4daeB IMepBhIe
CHUMIITOMBI 3200JI€BaHUs Pa3BUBAIOTCS OCTPO, B BHJIE TAK HA3BIBAEMOTO SHIIE()aTHTONOJOOHOTO HITH
METa0O0IMYECKOT0 Kpr3a ((KU3HEYTPOXKaIoIIee COCTOSIHHE, POSBIISIONIEECs B BUJIC H3MEHEHHS YPOBHS
CO3HaHMUS, PBOTHI, Cy0pOT). DHIIe(HaATUTONOAO0HBINH KPH3 MOXKET Pa3BUTHCS HA (JOHE TEUCHUS
MHQEKIIMOHHOTO 3a00JIeBaHMs, XUPYPIHUECKOTO BMEIIATEIbCTRA, JIUTEIBHOTO TOJIOIAaHHS, Ype3MEPHOI
(usnyeckoi akTHBHOCTH. [locneICTBUAMHE SHIIC(PATUTOIIOTO0HOTO KpH3a MOTYT OBITh HEBPOJIOTHUECKUE
HapyleHus (yTpara NpuOOPETEHHBIX PaHee IBUTaTeNbHBIX HABBIKOB, HEKOHTPOJIMPYEMbIE IBUKCHUS B
KOHEYHOCTSIX — TUIIEPKUHE3bI U AP.)

EcTp 1 apyroil BapuaHT 3a001€BaHMS — MMOJOCTPBIA — MPU HEM MeTabOIHYeCKue
KpHU3bl KpaifHe peiKH, 1 00JIe3Hb HAIOMUHAET 110 TMPOSBICHUAM JETCKUH epeOpanbHbIi apannd. Y
peOeHKa B MepBbIE TO/bl )KU3HU PAa3BUBAIOTCS HEMPOU3BOJIbHBIE IBW)KEHUS- AUCTOHUH, THUIICPKUHESBIL.
Yame BOBIEKAIOTCS KOHEYHOCTH, HO 3aTEM FMIIEPKUHE3BI MOTYT PacpOCTPaHAThCA U Ha LIET0, A3BIK,
TyJOBUIIE. JIeTH UCTIBITHIBAIOT TPYJHOCTH C XOHOOM.

Wntennext npu ['A 1 xak npaBuiio He CTpagaeT, OJHAKO €CITU METaOOIMUECKUE KPHU3bI
MTOBTOPSIFOTCS YacTO, TO 3TO MPUBOIUT K TSXKEJIBIM HAPYIIEHHUAM TOJIOBHOTO MO3Tra U MHBAJIMIU3AIIH
NaIMEHTOB.

Kak ycranaBimBaercsi AMarHo3 riiyTapoBoii anuaypuu tam 1?

C 2023 rozma “rimytapoBas aquaypus TUI 17 BKJIFOUYEHA B paCIIMPEHHBII HEOHATATbHBIN
CKPUHHUHT HOBOPOXKJIEHHBIX. Y KaXKJIOTO MJIaJIeHIa Ha 2€ CyTKH KU3HU (Ha 7€ - y HeIOHOIIEHHOT0)
MPOU3BOJMTCS 3200p KPOBH Ha TECT-OJIAHK C TIOCJICAYIOIIMM aHAIM30M. METOIOM TaHAEeMHON Macc-
CHEKTPOMETPHUH B KPOBHU ONPEAEISIIOT aMHUHOKHCIIOT M aunikapHUTHHOB. IIpu ['A1 HabmonaeTcs
MOBBIIIIEHNE KOHIEHTpauu raytapuikapauTrHa (C5DC) 1 y MHOTHX MallMeHTOB CHU)KEHHE
KOHIeHTpaIuu ¢cBoOoaHoro kapuutuna (CO0). [lpu onpeneaeHn OpraHuYECKUX KUCIOT MOYH BBISBIISIFOT
MOBBIIIIEHHE KOHIIEHTPALMU TIIyTapOBOI KUCIOTHI U HEKOTOPBIX €€ MPOU3BOIHBIX.

UyscreutensHocTh Mapkepa C5DC cocramsier 95%, mo3TOMYy OTpUIIATENLHBINA PE3YIbTAT IPU
HEOHATaIbHOM ckpuHUHTE He uckimoyaet ['Al. Ilosemmenne konmentparu C5DC Takxke HaOm01aeTCS
MIPU MHOXKECTBEHHOM HemxocTaTouHOCTH ammi-KoA-neruaporenassl u MatepuHckoit I'Al. Taxxke
noseimerre C5DC u cootHomennit C5DC/(C8+C10), C5DC/C16, C5DC/CO u C5DC/C8 nabromaercs
MIPH BPOXKICHHBIX WA TPUOOPETEHHBIX 3200ICBAHHSIX TOYCK.

HOZ[TBep)K,Z[aIOH_IaH AWarHoCTHKaA BKIIFOYACT aHAJIN3 OPIraHUYCCKUX KHUCIIOT JJId BBIABIICHUSA
ITOBBIIIICHHOM 9KCKpeuu I'Kn 3-OH-I‘J'IYTap0BOI71 KHCJIOTHI, a4 TAKKC MOJICKYJIIAPHO-TCHECTUYICCKOC
HUCCICIOBAHHUC.

Kak nacaenyercs riryraposasi anuaypust tum 1?



I'A1 oTHOCHTCS K HACIIE/ICTBEHHBIM 3200JICBAHUSIM U IIEPEIACTCs [0 ayTOCOMHO-PEIIECCHBHOMY
TUIY. DTO 3HAYHT, YTO OOJIC3HH MPOSBIISCTCS TOJIBKO B TOM CITydae, €ClIi 002 POAUTENS SIBISIOTCS
HOCHUTEISIMH OOJIE3HU M, XOTSI CAMU OHHU He OO0JIECIOT, epeatloT peOeHKyY ABa MOPaKEHHBIX TeHa.
BonbmmHCTBO ceMel, riie ecTh peOeHOK ¢ 3THM 3a00JIeBaHIEM, HEe CTAIKUBAJIICH PaHbIIE ¢ TOJOOHOI
mpo0OsieMoil. Puck moBTOpHOTO poKAeHHS O0IBHOTO peOeHKa B CEMbBE, TIE YK€ eCTh OOJbHBIC AETH,
cocTaBisieT 25% Ha KaxIyro 0epeMEeHHOCTb.
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Bce cembu ¢ ['A1 10mKHBI 0043aTENBHO MTPOUTH MEIUKO-TEHETUIECKOE KOHCYIbTHPOBAHHE U
MOJIYYUTh MOJIHYIO HH(POPMAIMIO OT Bpava-TeHETUKAa O PHCKE MOBTOPHOTO MPOSBICHUS JAHHOTO
3a00JIeBaHUs B CEMbE, 00CYIUTH CO CIICIMAIMCTOM BCE BOIMIPOCHI, CBS3aHHbBIE C HACIEJOBAHUEM
3aboneBaHusl.

Kak jieyaT manmeHToB ¢ riyTapoBoii anuaypuei tum 1?

I'A1 OTHOCHTCS K TOM TPYIIE HACIEICTBCHHBIX 3a00JCBaHUM, 11 KOTOPBIX Pa3pabOTaHbI
METO/IbI META0OTMUECKON KOPPEKITUH, OJHAKO 3(H(HEKTHBHOCTD JICUYCHUST BO MHOTOM 3aBHUCHUT OT CPOKOB
YCTAHOBJICHHUS IPABUJILHOIO JMAarHO3a U Ha3HAYCHUS aTOreHETUUCCKOM Tepanui. Bwecre ¢ Bpauom
HEO0XOMMO TIepe/l HaYajloM Teparnuu 00CyIUTh BCE BO3MOXKHBIC PUCKH, TOO0YHBIC 3((EKThI U TJIABHOE
— OXHJIAHUS OT JieueHusl. Ba)kHO MOHMMATh, YTO AUETOTEPAIHs HE MO3BOJIUT BHUICYUTH 3a00JICBaHNE, HO
JIACT BO3MOXKHOCTh MAaKCUMAIIbHO CHU3UTh PUCKH PA3BUTHSI TSHKEIIBIX OCIOKHEHHH.

[ManuenTtam c I'A1 Ha3HAYaIOT CIENUATM3UPOBAHHYIO AUETY C OTPAaHUYEHUEM OEJIKOBBIX
MPOJIYKTOB M UCTIOJIb30BaHHEM CIIEIMATIM3UPOBaHHBIX cMecell. Kpome Toro, pebeHok OyaeT HyKIaTbes B
MTOCTOSTHHOM IPHUEME BBICOKOIO3HOTO JIEBOKAPHUTHHA, KOTOPBII MOMOTaeT BBIBEACHUIO TOKCHYHBIX
METa0O0IUTOB U BOCHOIHACT BTOPUYHBINA HEJOCTATOK KAPHUTHHA B KJIETKAX.

OcHOBHbBIE ey JUCTOTCPpAIIu:

¢ HopmanbHoe ¢u3ruecKoe 1 HHTEIIEKTYIbHOE Pa3BUTHE.

o IIpuGaBka B Bece U POCT€, B COOTBETCTBHUE C BO3PACTOM.

o llpenympexaenre KaTabOIMIECKUX CUTYallMi, KOTOPBIE MOTYT MPUBECTH K META0OIUIECKIM
Kpu3am

Ecnu y peOeHka HET NpU3HAKOB METa0OIMUECKOT0 KpH3a WK HH(EKIHOHHOTO 3a00IeBaHUs JICUEHUE
NPOBOJST B CTAHAAPTHOM, MOAJEPKHUBAIOIIEM PEXHUME, IPU KOTOPOM NOTpebIeHNE TU3UHA C UIIEH
CTPOTO KOHTPOJIMPYETCs, U peOCHOK MOTydaeT CIeMATN3HPOBAaHHYIO JIeueOHyI0 cMech  (0e3 JIM3HMHA, C
HU3KUM COZIepKaHueM TpunTodaHa), 4ToObl 00eCTIeYNTh JOCTaTOYHOE KOJIMUECTBO OenKa ISl pocTa U
pas3BUTHSL.

Kak jieyaT naumeHToB ¢ rJIyTapoBoil auuaypueii Tun 1 B mepuoa MeTad0JIm4ecKoro
Kpuza?



MeTtabonuyeckuii Kpu3 - KPUTHYIECKOE, YIPOXKAOIIEE XKU3HH COCTOSTHUE, CIIPOBOIIMPOBAHHOE
HeOMaronpuATHEIMA (aKTOpaMu, 00YCIIaBITUBAIOIINMI YCHUIICHHBIH pactaj] O€IKOB U MPUBOIIIEE K
00pa30BaHMI0 TOKCUYHBIX METa0OJUTOB.

Yto MOXKeT CIIPpOBOLIMPOBATH MeTa0OINYECKUi Kpus:

e  UIMTENIHOE TOJIOJaHHe
e uHQeKIus
e TspKenas GU3MYecKas 1 SMOLUMOHAIBHAS HArpy3Ka

[lepBble cuMITOMBI METa0OIMYECKOTO KpU3a: MOBBIIEHHAs COHIMBOCTh, N3MEHEHHUE TIOBEACHUS,
pa3ApaKUTEIbHOCTh, CHIDKEHHE anneTuTa. Yacto Kpu3 mpoBoLupyeT HH(EKuus, 103ToMy epBble
NPOSIBIICHHUS. MOTYT HAUMHATBCS IUXOPAAKOH, TOITHOTOH, Auapeei, ppoToid. MoskeT HabIronaThes
CHIDKEHHE caxapa B KpoBu. Eciin cBOeBpeMEeHHO He HavaTh JiceueHHe y peOeHKa MOXKET HOSBUTHCS
OJIBIIIKA, CYZJJOPOTH U KOMa.

B xakux ciayvyasiX HYKHO HEMEIJICHHO OﬁpaTI/ITbCH 3a MeTUIIUHCKOH HOMOIIII)IO?

YXyameHue cocTosHUS 0OBIYHO HAOIF0aeTCsl B TOT MOMEHT, KOTJ]a OPTaHU3My HE XBaTaeT
SHepruu. Yl OH HauMHAET ee UCKATh BCEMU BO3MOXKHBIMU CIIOCO0aMU, OIMH U3 MyTeH — 3TO pacaj
CcOOCTBEHHBIX TKaHel (kaTabonu3M). Jlomyckarh 3TOro HU B KOEM cliydae Helb3s. U nmeproe, 4To MbI
JTOJKHBI CIIENaTh, 3TO MOMPOOOBATH BOCIIOIHUTH SHEPTHIO 3a CUET IITFOKO3BI. J{aliTe peOeHKY YTIIeBOMEI,
3TO MOXKET ObITh (PPYKTOBBIN COK, ClaaKuii Yail. B ciyuae, eciiu Temrieparypa npesbimaet 38,5C,
PeOCHOK OTKa3bIBACTCS OT €/bI, OTMEYAETCS PBOTA M/WJIH MOBEACHUE PeOSHKA OTIIMYACTCS OT OOBIYHOTO,
HE0O0XOMMa CPOYHAS TOCITUTAIU3AIUS B CTAIlMOHAD

Heo6xonumo B cpoYHOM MOPSIIKE TOCTIUTATU3UPOBATE peOCHKA B KIIMHUKY JJ1s1 0OecTieyeHus
npremMa OOJBIIOro KOJIMYEeCTBA KAJIOPUH, yMEHbILIEHNE HIIH NCKITIOUeHNE OenKa IS IpeloTBPALICHus, a
TaKXe JOMOJTHUTENBHBIH MTpUeM KapHUTHHA. IS IPOBeIeHUs HHPY3UOHHOM Teparnuu. MeTaboianyeckue
KPH3BI - O4eHb ONacHbl. IMEHHO B 3TOT EpHOJ] MOT'YT Pa3BUTHCS HEOOPATHUMBIE TIOBPEKICHHS
TOJIOBHOT'O MO3Ta.

BaxcHO, 4TOOBI POAMTENIN OCBOMIIM HABBIKK pacueTa JUETHI U BCe OJIM3KHE, MPOKHUBAIOIIHE C
pEeOCHKOM, 3HAJIM O MPHU3HAKAX META0OINYECKOTro KpH3a.

Kak nanuentsl ¢ I'Al noay4aror Jieuenne B Pocceniickoii @enepanun?

I'A 1 OTHOCHUTCS K YMCITy PEAKUX HACJICACTBCHHBIX O0JIe3HEH 00MEHa BEIECTB M BXOUT B
nepeueHs peakux (opdannbix) 3aboneanuil. [locie ycraHoBiieHne uarno3a Heo0X0IMMO BKITFOUEHHUE
MAIMEeHTa B PETHOHANBHBIN CEIMEHT PETUCTPA I10 JKU3HEYTPOKAOIIUM PeIKuM (opdaHHBIM)
3a00JI€BAHUSM C LIEJIBIO JAIBHEHIIIETO 00eCIIeYEHNST HEOOXOAUMBIM JIEYEOHBIM IUTAHUEM U
JIEKapCTBEHHBIMU TIperapaTamu.

Kak MoryT nomorarhb poaHsbie u 01u3kue?

He 3a0bIBaiiTe — OT CEMbU TaK:Ke 3aBHCUT ycex JICUCHHUH. HYX(HO CO6J'IIO,I[aTI> PEKOMCHAANH,
HU IIPU KaKUX YCJIOBUAX HE JOIIYCKATh «CPBIBOB» B JUCTOTCpAIINU, CICAYCT YACIATh BHUMAHUC
pea6I/IHI/ITaHI/II/I " IJIAaHOBBIM 06CJ’ICZIOBaHI/I$IM. Bce uneHs! cembu JOJIXKHBI 3HATh, 4TO pe6eH0K HYXIa€TCA
B 0COOOM ITUTAHWH U OJIU3KHE POACTBEHHUKHU JOJIKHBI OCBOWUTH HABBIKU pacucTa JUCTHI.
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