AHOMXaHCKUU
rocyaapCcTBeHHbIN
MeOULUUHCKUNU
MHCTUTYT

.......

The course title “Endocrinology: new aspects in diagnosis
and treatment"

Lecture 7: Metabolic disorders. Hereditary metabolic
disorders.

Tema-7: HapylwieHnsa obmeHa BellecTB. HacneacrteeHHbIe
HapyLweHns obMeHa BeLLEeCTB.

Jlekmop: Aucadyesa MagpmyHaboHy



1. funornmMkemMus y B3pocCrbixX

2. Qucnmnonportengemmn

3. HacneacTtBeHHble HapyLLeHust obmeHa
BELLECTB

4. TIpUHLUMUNBI AUarHOCTUKM U NeYeHns
HacneacTBEHHbIX HapyLleHu obmeHa
BELLECTB




IHeIIEENMIAR/ABSOCUIISTX

T'unocnukemuss — 5TO HE CaMOCTOATEIbHOE 3a00JIEBaHUE, a CHHJAPOM,
OOyCJIOBJICHHBI MAaACHUEM KOHIICHTPAIlUM [JIIOKO3bl B KPOBH HHUKE€ MHHHMAJIbHOTO
YPOBHS, K KOTOpPOMY aJalTUpPOBaH oOpraHu3M. [Ipy4uHBI THUIIONIMKEMUU
MHOTo00pa3Hbl. OHa MOXKET ObITh BbI3BaHA JICKAPCTBEHHBIMH CPEJACTBAMM, Oy XOJISIMH,
BPOXKIECHHBIMU WM MocieonepaiioHHbIMU aHoManusamMu JKKT, sHIOKpHHHBIMH U
ApyruMu 3a0ojieBaHUsIMU. MHOTJAQ TUNOTIIMKEMHS BO3HMKACT MPU HHQPEKUUAX U
HapyIIEHUH TOJIEPAHTHOCTHU K TIIIIOKO3€, T. €. B CUTYalMX, JJIs1 KOTOPBIX XapaKTEPHO
MOBBIIICHUE YPOBHS IVIIOKO3bl. J[MAarHO3 TUIMONIMKEMUU OOBIYHO HE IMPEICTABISACT
TPYAHOCTEM, TOpa3io CJIOKHEE YCTaHOBUTb €€ IPUYMHY. OTa IJlaBa ITOCBSAIICHA
IJIaBHBIM 00pa30M 3THOJIOTHH U JA(PPEPEHIINATIBHON THATHOCTUKE TUITOTIIUKEMUU.




HpVRNHIBIRCGCHENOEAHIA

[Ipyr momo3peHnn Ha THIOTIITMKEMUIO ONPEIACISIOT KOHIICHTPAIIUIO TIIOKO3BI B KPOBH WJIU
Ia3Me, HaYMHAIOT JICYCHHUE M IPOBOAAT OOCISAOBAaHWE JUISI BBISICHCHHS NPHYHHBI
runorukeMuH. [Ipexae Bcero Hy»KHO BEISICHHTD, B KAKHX YCJIOBUSX OHA BO3HHUKACT. Y OTHUX
OOJBHBIX IPUCTYIIBI THIIOITIUKEMUH CIIYYalOTCs, €CJIM OHM BOBPEMS HE MOCIU (THIOTITUKEMUS
rojomaHusA). Y Ipyrux OOJbHBIX MPUCTYIIBI BO3HHMKAIOT ITOCIIE €Ibl, 0COOSHHO MOCJC IIprueMa
UL, OOTaTol yriieBomamMu (peaKkTHBHAS THIIOTIMKEMHS). DTH CBEACHUS OYCHb BaXKHBI, TaK
KaK OJTHOJOTHS M MEXaHU3Mbl Pa3BUTHS THUIIOITIMKEMHM TOJOJAHUS M PECAKTHBHOMU
TUIOTIIMKEMHUH Pa3IMYaroTCsa. [ MIOTIMKeMHs TOJOJaHHMS HEpPEOKO OBIBAaCT IPOSBICHHUEM
TSDKEJIOro 3a0oJieBaHus (HalpuMep, WHCYJIWHOMBI) M 0Oojee omacHa IS TOJIOBHOTO MO3Ta.
YroOBl TOHMMATh, KaK Pa3BUBACTCS Ta WM MHAS (popMa T'MIIONIMKEMHH, HEOOXOAMMO 3HATh,
KaK IPOMCXOIUT OOMEH IIIFOKO3BI Y 3JI0POBOT0 YEIIOBEKA.




Pzl QHEOROUHKON CACTEME] el
ANGIIMEENMMIG

HenpoHbl rmnotanamyca nepBbIMKU pearnpyoT Ha CHUXKEHWE KOHUEHTpauuu
[MIOKO3bl M 3anycKalT T[OPMOHASIbHYIO peakuuto Ha  TUMormnmkeMuto.
CurHanoMm AOnsg HEMPOHOB runoTanamMmyca MOXET CIYXUTb NMOO nageHue
KOHUEHTpauun TrnwoKko3bl B nnasme Hwke 434 HEeKOTOporo noporoBoro
YPOBHS, NUOO CnUWKOM Oornbllad CKOPOCTb CHUMXXEHUA KOHLUEHTpauuu
rMoKo3bl. CHMXEHWE KOHUEHTpauuu [MKOo3bl OT HOPMasibHOW OO0 YPOBHS
FMMNOrMUKEMUNN MOXET U HEe BbI3BaTb CEKPELINIO KOHTPUHCYIAPHbIX TOPMOHOB,
TOrga Kak peskun nepexog ot runeprivkemmn (16,0—22,0 mmons/n) go
HopMmornukemun (5,5— 8,0 Mmornb/n) CTUMYNUPYET CEKPeLUo roOpMOHOB,
NPENATCTBYIOWMX AOalibHEULLIEMY CHWXKEHWUID KOHLEHTpauWu [noKo3bl 40

OMacHOro YPOBHH




B nepByio o4yepeab YycurmnBaeTcs
cekpeumsd agpeHanuHa,
HOopadpeHanuHa 1 rrKaroHa, 3atem
— koptnsonna u CTI. Yyactue
MHOMMX TOPMOHOB B peakuum Ha
FMMOrTIMKEMUIO  MO3BONAET O4YEHb
TOYHO  OTperynupoBatb YPOBEHb
[MOKO3bI. Od ekt
KOHTPUHCYNAPHbIX FOPMOHOB
NPOSABIISIETCA YXe B NepBble MUHYTbI
nocrie TOro, KaKk runoTtanamyc
pacrno3HaeT HU3KUN unm ObICTPO
CHUXaIOLWMNCSA YPOBEHb [THOKO3bI, U
anuntea 8—12 v.
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hIHINSECEVE NS BIHEHARVNOIIRENMWIA

[loapasaenAaroT Ha ABe KaTeropuu
* AOpeHepau4yeckue cuMrimomas!

* 00ycriosrieHbl ycurieHUeM cekpeyuu KkamexosamMuHo8 U
akmuesauueu secemamugHoU HepP8HOU cUcCmeMabl.




rleE0OrYUECRUE CUMNTONME]

obycnoBneHbl HapyweHnem yHkumn LUIHC (yrmeBogHbIM ronogaHMeM rosioBHOro mMosra).
Y 300pOBbIX NOAEN CEKPEeLNs KOHTPUHCYISAPHBLIX TOPMOHOB U akTUBaUUS BeEretatmBHOMU
HEPBHOW CUCTEMbl HAYMHAKOTCH MPU CHWXKEHUM YPOBHSA [IHOKO3bl MfiasMbl NMPUMEPHO A0
3,9 mmons/n. Ecnu HopmornukemMmsa He BOCCTaHaBMMBAETCH, TO MPU YPOBHE [IHOKO3bl
okono 3,3 MMOJSIb/N BO3HMKAKT CUMMATOMBbI, 0BYCrnoBreHHble BbIBPOCOM KaTexornaMuHoOB U
auetunxonuHa. Hesponornyeckne cuMnTOMbl OBbLIMHO MOABMASAKTCA MPU KOHUEHTpaLuuu
[MIOKO3bl OKOMO 2,8 MMOSb/N. BonbHbIE MHCYNMHO3aBUCMMbIM caxapHbiM AnabeTom mns3-3a
HapyLlweHNa ceKkpeuuun rroKaroHa, agpeHanuHa n gucqyHKUMM BeretatTMBHOM HEepBHOW
CUCTEMbl HE YYBCTBYKOT NpUONMXEHNA TUNOIMANMKEMUN, TMOITOMY HEBPOSIOrnyeckue
CUMMNTOMBI Y HUX MOTYT BO3HMKaTb 0e3 npeawecTBYOWMX agpeHepruyeckmux CUMNTOMOB.
Kpome TOro, ronoBHOM Mo3r y OOMbHbIX MHCYNTMHO3aBUCUMBIM U UHCYSTMHOHE3aBUCUMbIM
caxapHbiM aOnabeTtoM aganTtMpoBaH K  MOCTOSAHHOM  TUNEPrfIMKeMuu,  MNo3ToMy
agpeHeprnyeckne (HO He HeBpPOSIOrMyecKkue) CUMMTOMbl MOryT MOABNATLCA YXe npu
KOHLEHTpaUnUu rmoko3bl 6,7—8,3 mMmonb/n.
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KR BK3AEMHA NOCNEAMNAoNHOrD ofipazosanns, Mockea [#ypran tMegnumscknn coserd Ne§, 2016)

KnaccudmraumM ranormMeemME

Towaxknean [MunoQDeas )| FHN 0T KeMME:

A C NOBEILEHHEM YPOEHA HHOYMHHI

1) oprasHMYECKMA THNePMHCYNIHHAIM [MHCYAMHOME, THNEQnnazan B-xnero,
KNETOYHAS KapPUWHIME, MHOMECTEEHHLIE nedomel AMTY-cucreme),

2} BHEMAHKPEATHYECKME DT ONMH, DEKDETHPYVHILLME HHOYAMH HAH HHCYRHHOoMno-
ACGHLIE MOpMOHB,

3) HEDHATANLEHAR MMNOTNHKEMEA,

4) apuTpohRacmos nnEa.

b. bez NoBRIIEHHWA YPOBHA MHCYNHHE B KDOBH

1. HepocTaTouHoTh KEHTHHHOYFAPHBE MpMOH0E. ASfHLMT ropMoHa pacra
[MMnodM3IapHLii HanusM ], AKTT | oo KoED PTHEDHO0E (MMNonMTyHTapMaM, GonesHe
ALGMCOHE |, KATEXOAAMHHOE, NIPMOHOE LATOE HAHOH MENEIE (MHNOTHPe03 L
2_BposOEHHEE IHEHMONATHHE — MmMoreHos | Twna, rmaooreHoz (I Tina, oneko-
reqos 'Y Tana w gp.

3. Oudiby3aHuie sabonEEIHMA NEYEHH, XPOHMUECKAA MOWEYHAA M/HTH CEpREYHAA
HEOOCTATOYHOCTE.

4. MapaneonnacTHuyecKans MMNOMHKESHA NPH OMYXXORAX BHENaHKEaTHYSCKOHA
AOKANHEIHA

1. Touaxkosas (MoONoEOEA ) MHIOIAHREMMAZ

= JAHODreHHbIA THNEPHHCYAHHHEM [WHCYNTHEDMA, THNEPNAaEHA WHOYNAPHOrD
AnNnNapara NoREenyIOYHOH MEAE36 — HEIHOWOGNACTOI, IKTMTHBECKAA NMpo-
OYELA MHCOYIHMHE W ROy nMeonoaoebue fakmopos )

= ToKODMWECKAA TMNOMMKEMHS (Ha GIOHE NEHMEHEHKA MHOYTHMHL, anE0nonnA,
MEHTAMHAOHHI, NHHAOHHE H O |

= TAMENaA OpranHad HESDCTEATOUHOLTE (MOYSYHAR, MEWESHDYHAA, CEpEEYHAA,
CEMCHC M Ap. L

= [DpMOHANLHAR HEQOCTATOYHOCTE [HAANOYEYHMEDESA, HELDCTATOYHOCTE NDp-
MOHE OCTa )L

= HeGeTakneEToOWHBE OMYKOTH (MEIEHNMMOMbI MEUYSHH, KOPhL HaON0YEWHHKDE).

= [MnormurkemMMa ¥ GETERA (HEOHATAMNEHAA TMIOMHEEMHAA, MAEOMEHOEH, KETOTEH-
HAA MHMOINHEEMHA]

MNOrMHEEMHA MOCE AR [PEAKTHEHAA, NOCTIPaHOMANLHaRA)
A C NoBRIEHHEM YPOEHS HHCYNHHA

= [HNOrMHEEMHER, CTHHYAHPYEMEA MMHOKOS0A:

1) CcOCTOAHHME MOCRE XMPYPIMUSSCKHMY EMELLATENRCTE H3 METYIKE,
2} BereToCOCYOMOTRA AMCTOHMR,

3) caapHpA AHAGET (MaHWECTILHA )

= JeALMH-CTHMYIHEYEMan THMOHKEMHARL

B. B23 NoERWEHWA YPOEHS MHCYHHE B KQOEH:

= FANAKTDZEMHA,

= BPOEQEHHAA HHTOEPAHTHOCTE K (HPYKTOSE.

B. Ay TOMMMYHHBIA HHOYNMHOBHA CHHAPOM [GonesHe Xupra)

2. MNocmpangManbHas (peakTMEHIA, GYHELMOHATHHIA) TMNOTTHKEMMA

= MocTNpanoHaANLHBIA MO WEEMMYECKHA CHHEPOM.

= HapywexHMa MOTOPHMEH (N3CCaka MELLK) B MEnTYA04YHO-KHILEWHOM TRaKTE.

= HMaoMonaTMuetKkHA NOCTNPaHOMHANBHEH THNOCITEKE MM SECKHA DHHIPOM.

= MedexT epMEHTOE YIMEEDOAHOMD 0OMEHA [FANaKTOISMMA, HETEPEHOCHMOCTE
ipyKTO3h)

= AYTOHMMYHHEA HRCYNHHOELIA CHHOpOM (Bonesxs XupTa)

MumywHpoBaHHAA THIOTTMEEMMA!

A_HAtporedHas.

B. 3Tarwonoean.

B. (MNOrmHKerMHA, WHOYUWMPOBAHHAA NPHEMOM NEKaPITEEHHEY NPENapaToE




VIHCYHeNE

NMpoba c ronogaHuem.

[onogaHne — pusnonornyeckuin cnocob nogaBneHnst CEKpPeLN MHCYNuHa. Y 300pOBbIX
nogen npu ronogaHny CHUXKaKTCA YPOBHW KaK IMOKO3bl, Tak U MHCYNMMHA. HekoTopble
nogu CcnocobHbl MEPEHOCUTb rornogaHne B TedeHue 24—72 4 0e3 Kakmx-nmbo
CUMMTOMOB T[UMNOMMKEMUN, 3TU CUMMTOMblI BO3HUKAKT TOSMbKO MNOCMe TOro, Kak
KOHUEHTpauMa [MoKo3bl NagaeT g0 oYeHb HU3KuxX BennuuH (1,7—1,9 mmons/n). Yem
gornblle OnuTcs roriogaHune, TeM CUribHee nodaBnseTcsa cekpeuust MHeynuHa. [loatomy
YMEHbLUAETCH OTHOLUEHMNe KOHLUEHTpaLUus NHCYNUHa B CbIBOPOTKE
(MMOsb/N)/KOHUEHTPaUKUS MOKO3bl B nfiadme (MMorb/n). Y 300pOBbIX JHOAEN HATOLaK
9TO OTHOLWIeHMe Bcerga MeHble 37. Y 60nbHbIX C MHCYSIMHOMOW CEKpPeLUUss UHCYIIMHA
Npu rofiogdaHMM He NodaBfAETCA WUNU JaXe YCUIUMBAETCS; B pesyrnbrare OTHOLUeHue
WMHCYIMH/TNIOKO3a BO3pacTaeT u npesbilaeT 37.




CamMbll HageXHbI crnocod AWMarHOCTUKM WMHCYNMHOMBbI — MpPOANEHME
HOYHOro rofiodaHus 00 NOABMEHUSA CUMNTOMOB runornmkemun. Cpasy
nocrne npobyxaoeHnss 6epyT KpoBb W3 BeHbl AN onpeaernieHus
KOHLEHTPpAaUWUN TMOKO3bl U UHCYNMMHA B nria3me. 3ateM Kaxable 2—4 4
bepyT KpoBb M3 nanbula W onNpeaensiT KOHLUEHTpaUWUo [JHKO3bl C
NOMOLLILIO TECT-NMONOCOK. Ecnn coaepkaHue rmnoKo3bl B KPOBU, B3ATOU U3
nanbua, okasanocb MeHble 2,8 MMonb/N v ecnun MnosBUINUCb
CUAMMTOMbI TUMOIMNKEMUN, ele pa3 ObepyT KpoBb W3 BeEHbl ANS
onpeneneHna KOHUEHTpauunm UHCYNMHa U KO3kl B niasme. [JmarHos
WHCYITMHOMBI CYUTaETCH noaTBepPXOEeHHbIM, ecnu OTHOLLEeHune
NHCYNWH/rMoKko3a B ntobon npobe npesbiwaetr 37. lNNpumepHo y 70%
BOSIbHBIX C UHCYTMHOMOW CUMMTOMbI TMAOMMMKEMUN NOABIIAKTCA YXe B 1-
e CYTKuU ronogaHus, y 25% 0OonbHbIX — Ha 2-€ CcyTKU, Y 5% B6O0rnbHbIX —
Ha 3-U CYTKW.




CrANRAOHHEIE 1oOE5]

C TONOyTamMnugom, rnKaroHOM, [fIFOKOHATOM KanbUMs U NIEUMUMHOM Oblnn
npeanoXeHol Ans AMarHOCTUKU WMHCYNMHOMbI B 60-x rogax. OTuU nNpoobl
OCHOBaHbl Ha nMpPearnosioXXeHnn O TOM, 4YTO Ha dOOHE TUMOrMUKEMUN
CEeKpeTopHasi peakumsi HopMarsnbHblX OeTa-KNeTok Ha CTUMYNSATOPbI
CHMXXaETCHA, a peakumsi onyxorieBbix OeTa-KMeTok ocTtaeTcs HEU3MEHHOMN.
Hanpumep, B/B BBeAgeHMe Tondytamuaa HaToWaK CHWXKAET YPOBEHb
[MOKO3bl Y OOMNbHbIX C MHCYyNMHOMOW Bonee yem Ha 50%, a y BOrnbHbIX C
rMNOrNUKEMMNEN NHOTO NponUCXoXaeHna — meHee 4yem Ha 50%. OgHako Bce
9T nNpobbl OKasanucb MasriodyBCTBUTESIbHBIMU U HecneunuyHbIMn U
NOTOMY B HacTosllee BpemMda MNpuMeHstTcsa peako. OHWM KaTteropudecku
NPOTUBOMNOKAa3aHbl DOMNbHbIM C UCXOOHLIM YPOBHEM [T1HOKO3bl Nnasmbl < 2,7
MMOSb/




[lepopanbHbIN TECT Ha TONIEPAHTHOCTb K [MNOKO3e HeUHJOPMAaTUBEH,
MOCKOMbKY Yy BOMNbHbIX C MHCYNMHOMOW KpuBas U3MEHEHU KOHLeHTpauumn
[MOKO3bl MOXET ObITb HOpPMarnbHOW, crraxeHHon (Kak y 20% 300pOoBbIX
nogen) nmbo onpenendarTcs MNPU3HAKM HapyLleHUA TONepaHTHOCTU K

MHOKO3e.




Jevere

Ecnn xmpypruyeckoe BMeLLaTENbLCTBO OKa3asrioCb HE3AMAEKTUBHbLIM (Npw
MHOXECTBEHHbIX  OMNyXonax, He3uguobnacrto3e wnu  runepnnasnm
OCTPOBKOB MOMKENyOoo4yHOM Xenesbl nNubo npu MeTactasnpytoLlemn
NHCYNMHOME), NMPOBOOAT KOHCcepBaTUBHOE riedeHne. OHO HanpaBeHo Ha
nogaerieHne cekpeunn nHeynuHa. duasokcng B gose 100 mr BHYTpb 3—4
pasa B cyTku adppekTmBeH npumepHo y 50% OonbHbIX. B oTaenbHbIX
clydaax XopoLlo AeUCTBYHOT PEHUTOUH, XITOPNPOMa3snH, NPONpPaHOson U
Bepanamun. [lpn 3nokayecTBeHHOM MeTacTasupyroLwen WHCYNMMHOME
CpeacTtBo Bbibopa — CTPEnTO30UMH; MNPU PE3UCTEHTHOCTU K 3ITOMY

npenapaty wuHorgda 9ddEeKTUBHbI acnaparmHasa, [OOKCOPYOUUMH wunu
NNUKaMULNH,




DIACTIANOnIPOTEALEM A

OucnunonpotenaeMmnm — OOWH M3 rMaBHbIX (PAKTOPOB puUcKka MHOrnMx 3abonesaHuu, B
nepByl0 o4yepenb — arepockneposa. [lpocnekTuBHbIE KIMHUYECKUE WuccnenoBaHud
nokasanu, 4to npodwunaktuka gucrnumnonporengemMun y nuu ms rpynnel pucka bC wu
neyeHmne aucrnmnonporengemMmm y BOsbHbIX NBC 3amennser pocCT
aTepPOCKIIEPOTUYECKUX ONsILLEK N Oaxe Bbl3blBAET UX perpeccuto. HakannuBaeTcs Bce
bornblle [OdaHHbIX O MOMEKYNSAPHbIX MexaHu3Max pas3BUTUS aTepocKrepos3a u
MHOIOYMCMNEHHBIX  HACreaOCTBEHHbLIX  OAucnunonporengemMuin.  YCTaHOBMEHO, YTO
KNMUMHUYECKME MPOSABMNEHUA U TAXKECTb AUCnunonpoTtengeMmn B 3HAYUTENBLHON Mepe
3aBUCAT OT (QaKTOPOB OKpyXakllen cpenbl, B 4YaCTHOCTM OT paumoHa M pexuma
NMMTaHUA, a TaKkKe OT COMYTCTBYHOLLKMX 3aboneBaHnn. JucnmnonpotenaeMmm Bo3HUKaKT
NN YCUNUBAKOTCA NPU OXXUPEHUN, caxapHOM auabeTe, rmnotTnpeose, DONe3HAX Novek u
NeyYeHn; npm 9TOM TeYeHWe U MPOrHo3 AUCIUMONPOTEMOAEMUN 3ABUCAT OT THAXKECTU
OCHOBHOro 3aboneBaHus.




Jle®operopHEz LU rHOCTRE
ncnnnenpeneimeMim

OuarHoctuka wn BbIbOp nedveHunst gucnunonpotremaemun B CLUA
OCHOBbLIBAlOTCA Ha pesyneratax HauynoHanbHon [lporpammbl  No
BbISIBMIEHMIO, KflacCcuukaumm u JeY4eHUo rmnepxonecTtepuHemMmmn vy
B3pocrnbix. OgHa M3 OCHOBHbIX 3aday 3TOro0  MNPOCMNEKTUBHOrO
nccrieqoBaHua 3aknwo4yarnacb B TOM, 4YTOObl MCNOMNb30BaTb YPOBEHb
obLlero xoriectepuHa B KadecTBe OCHOBHOro rnokasarensa pucka MBC.
[na aTtoro onpegennnu KOHUEHTpaumMn obLero xornectepuHa y 60rbHbIX
NBC c nosbliweHHbIM ypoBHeM JITTHIT 1 y 300poBbIx noaen.




e eNEGHePMHEMIIA

CornacHo pekomeHgauusm [lporpamMmbl, ypOBEHb OOLLEro XxosiectepuHa cnenyet
onpenenaTb y Bcex nuy ctapwe 20 net. B 3aBUCMMOCTU OT KOHLEHTpaumn obLiero
XorfiectepnHa obcnegyemMblix pacrnpenensoT rno cnegywwmm rpynnam (6es yyeta
Bo3dpacTta un gpyrux dakrtopos pucka UBC): a. HopmanbHbIn ypoBEHb 00LLErO
xonectepunHa: < 200 mMr%. 6. [lorpaHuyHbin ypoBeHb: 200—239 wmr%. B.
[ToBbIlWEHHbIV ypoBeHb: < 240 Mr.

Ecnn ypoBeHb obuiero xonectepnHa <240 mr% unu < 200 mMr% B co4veTaHMK C
apyrummn  paktopamn  pucka WBC, npoBogAT noBTOpHOE obcnenoBaHue.
OnpegensaT KoHueHTpauuto xonectepuHa JIMNHI HaTtowak (NpoaormKNTenbHOCTb
ronogaHus 12—14 4) no doopmyne: xonectepuH JIMNMHI = obwuin xonectepuH —
(xonecTtepuH JIMBIT + Tpurnuuepunabl/s).




OTOT cnocob pacyeTta KoHueHTpauun xonectepuHa JINHI He npyumeHnm
y OOonbHbIX C Taxenon runeptpurnvuepmaemmen (< 400 wmr%) wu
ceMenHon aucbetanunonporengemMmen. B Takux cnydasix YpOBEHb
JIFHTI 7 Apyrmnx nunonpoTengos onpenensawT nyTem
yNbTpaueHTPNAYyrmpoBaHMa U aHanmsa anonpoTtenHoB. B 3aBucUMOCTU
OT KOHUeHTpauun xonectepuHa JIMNHI obcnegyembix pacnpegensioT no
rpynnam: a. HopmaneHbIn ypoBeHb xonectepuHa JIMNHMM: < 130 mr%. O.

[lorpaHnyHbIn ypoBeHb: 130—159 mr%. B. [loBbilLEHHbIN YPOBEHbL: <
160 Mr%.

3. B CLUA ypoBHuM obuiero xornectepmHa 200 n 240 mr% mn xonecrtepuHa
JIMHIT 130 n 160 mMr% cooTBeTCTBYIOT npumepHo 50-my n 75-my
NPOLEHTUIAM Cpean HaceneHus.




SRR OBEHISIXCHECTEPVHAMIINIBE!

HezaBucumeli  ¢gakrop pucka MBC, 4ro OBLIO IIOKa3aHO, B
YaCTHOCTH, B XEJIbCHHKCKOM IIPOCIEKTHUBHOM HCCJIECIOBAHUU
apdexktuBHocT nepBuuHoM npodumaktuku  MBC. Cpennee
conepxanue xojecrepuna JIIIBII y myxunH m xenmua B CIIIA
COCTaBIICT COOTBETCTBEHHO 45 m 55 mr%. Ilo pekomeHpamuu
HanmonaneHoi IIporpaMmbl IO BBISBICHHIO, KJIACCH(PUKALUK U
JICYCHHUIO THIIEPXOJICCTEPUHEMHAM Y B3POCIBIX, (DAKTOPOM PHCKa
NBC cuuraror copepxkanue xojecrepuna JIIIBII < 35 mr%; stot

yPOBEHb COOTBETCTBYET 20-My MOPOLEHTUIIO Yy MYXYHH H I-MY
IPOLICHT YKCHIIHH.




I E PRI PIEMEMIAA

Ponb runeptpurnuuepugeMun Kkak dakropa pucka arepockneposa
OCTaeTcsli npegmMeToM cnopoB. B paHHMX 3annuaemMmnonornyeckmux
nccrnegoBaHMSX He yuduTbiBann ypoBeHb xornectepuHa JINBI,
KOTOpbIM 0OOpaTHO nponopunoHaneH YPOBHIO TPUIMULEPUOOB.
XenbCUHKCKOE MPOCNEKTUBHOE WUCCneaoBaHUE 9MPAEKTUBHOCTU
nepsunyHon npodounaktnkmn UbC mn aHanorn4yHoe wuccregosaHue B
MioHcTeEpEe (OPT) nokasanu, 4yTO N30bLITOK  BoraTbIX
TpurnuuepugaMmm  nNUNONPOTEMAOB  SIBMSAETCA  HEe3aBUCUMbIM
dbaKTOpOM puUCKa aTepocKiepoaa.




BOIMICEHLIE MEXEHUSME] [DSBUTYL ATe0oCkIep032 MRX
e PIOVIEIIEPIEHEMIE

0. 3axBaTt oboralleHHbIX

a. HakonneHwne anonpotenmHom E B. Obpa3soBaHue

oboraLleHHbIX NMOHM makpodaramu ¢ menkux JIMHIMM

XONeCTEPNHOM npeBpaLleHNEM (NoBbILLEHNE YPOBHSA
JINOHIT nnw JIF. NocnefHnx B anonpoTteunHa B).

KCaHTOMHbIE KITEeTKW.

. YCKOpeHHoe A. yonneHHos
TpomboobpasoBaHue. Y 60MbHbIX
BbiBEAEHNE C CeMeNHOW CMeLLaHHOM
O6OFaLLI,eHHbIX rmnepnunonpoTengeMmen puck
TpUrnuuepugamm aTepocknepos3a MNoBbILLEH Aaxe

Npn HOpMasibHOM ypOBHE
JnBIi. xonectepuHa JIMNHI.




JlePopanopHas mUarHoOCTYRE
VREPnHPIILEPMEHENM

[lo pekomeHgauun HaumoHanbHoro wHcTUTYTa 3gopoBbsa CLUA, obcneoyembix
pacnpenenstoT rno creayloLwym rpynnamMm B 3aBUCUMOCTU OT YPOBHA TpUrnuuepuaos:

a. Hopwma: < 250 mr%.

6. YMepeHHasa runeptpurnuuepmnaemmsa: 250—500 mr%.

B. Taxenasa runeptpurnuuepugemus: > 500 Mr%.

B nocnegHem cny4vae, ocobeHHO npu ypoBHe Tpurnuuepunaos, 6rimskom Kk 1000 mr,
Heobxoanmo besoTnaraTesicHoe fieYeHne U3-3a OrnacHOCTU NaHkpeaTuTa.




hpacenthnraliviEpacnnonponevimeMmims

B 1967 r. ®penpukcoH, JleBn u Jlnuc npeanoxunn Knaccnukawmto
rmnepnunonpoTrenaeMmu, OCHOBaHHYO Ha pes3yrnbrarax
onpeneneHnsa ypoBHeN OOLLEro XornecrtepuHa v Tpurnuuepuaos u
Ha [OaHHbIX QaneKkTpodopesa U ynbTpaueHTpudyrnpoBaHUA
nunonpoTtenaoB nnasmbl. YPOBHM OOLWIEro XornecrtepuHa W
TPUrMUUEPMNOOB CYMTANN HEHOPMaribHbIMU, €CN OHWU MPEBbIWANU
90-u npoueHTUnb cpeoun HaceneHnsa. PpegpuUKCOH U COaBT.
onucanu 5 TUNOB ruNepnunonpoTenaeMmn, And Kaxgoro us
KOTOPLIX XapakTepeH onpeaerneHHbin eHoTUn nunonpoTenaos
(MoOBWMXHOCTb npu anekTpodgopese, KONM4eCTBEHHbIE
COOTHOLLEHNS pasHbIX  NMNOMNPOTENOOB). [Tlo3gHee aTa
Krnaccudukauymsa obina nepecmoTpeHa cneumnanmctamm BO3.




NEPENMNHIBENNE PNCNDOmEHENIA

» CemMeunHaga runepxornecrepmHemMmus (runepnunonporengemus tuna ll)
» CemeunHbIn gedoekTt anonpotenHa B100.

» CemeinnHass aucbetanunonpotrenaemusa (runepnunonpotengemMus
Tuna lll)

» CemenHasa runeptpurnuuepugeMmua (rmnepnunonporengemMmsa Tuna
V)

» CemeunHasa rmnepnunonporenagemMms ¢ deHotunom V

» CemenHad HedOCTaTOYHOCTb nunonportenanunassbl
(rmnepnunonpoTtengemMusa tmna l).

» CemMenHaqa cMmellaHHasa rmnepnunonporenaemms




MNepBUYHEIE DACIUNONOOTSWIBMUMU,
OBYCNOBNEHHISIENHaPYIERAMIEcoMER MBIl

CemenHasa runoanbdanunonporengemmsa (nsonuposaHHbin aedouunt JIMNBIT) —
camMoe pacnpocTpaHeHHoe 3aboneBaHuMe wu3 3dToM rpynnbl. HacnegoBaHwe
ayTOCOMHO-OOMMWHAHTHOE; TEHEeTUYeCckMn OedekT HeunsBecCcTeH. YpPOBEHb
xonectepuHa JIMNBI1 cHwkeH Ha 50% npun HopManbHbIX ypoBHAX JITTHIT n JINTOHTT.
XapakTepHO pa3BuTMe aTepocKneposa B MOSI0A0M BOo3pacTe.

Penkune HacneactBeHHble HapyLlleHust oomeHa JIMNBIT

a. CemenHbin gedumunt anonpotenHa Al

6. Tanmkmnpckasa 6onesHb (ceMmenHas aHanbdanmnonpoTenaemms)

B. CemenHas He4OCTaTOYHOCTb JIEUNTUHXONEeCTEPUH-aumnTpaHcdepasbl

. CuHOpoM pblbbMx rmas (HegoCTaTovYHOCTb anbda-popmMbl NEUNTUHXONECTEPUH-

b Oernka-nepeHoc4ynka adMpPoB XornecTepuHa



BN CPENSHIBIERMCH O POREVHEMIIEE
HNBEVMERCROMEATCPOCKIIEROSE

« CemenHas rmnepanbganunonporenaemMums. B
bornbwuHCcMee criydaee 3mom CUHOPOM Hacriedyemcs
aymoCcoMHO-00OMUHaHMHO, HO ecmpevyaemcs u

rnonu2eHHas aurneparsbbanurnonpomeudemMus.

« CemenHas runobetanunonporengemMmst Hacrieoyemcsi
aymoCOMHO-PeUeCCUBHO.




BinopPUHISIEREAVCHONROREHEMIAE

BTopuiHble AOUCAMNONPOTENOEMUM BCTPEYAOTCA OYEHb
yacto. OHM mMoryT ObITb BbI3BaHbl 3aboneBaHUAMM,
COMNpPoOBOXAALWMMNCA HapylleHnamm obmeHa BeLllecTB
(OXMpeHneMm, caxapHbiM  gnabetom,  anKkororiM3amom,
rMNoTupeo3om, OOnesHAMM TMoYeK U nedvyeHu), nunbo
obycrioBneHbl 06pasoM XU3HU (HENPaBUIIbHLIM MUTAHUEM,
OTCYTCTBMEM (PU3NYECKON HArpy3kn, KypeHUem, ctpeccamm).
Bce nepeyncneHHble pakTopbl U3MEHAT UMW YCUNUBAIOT
KIMMHUYECKne NposABNEHNSA NepBUYHbIX
ancnmnonpoTenagemMmumin,




IEma

[Tpyn ynoTpebneHun nuuwm, GoraTon HacCbIWEHHBIMU XUPHBGI
KACTOTaMWU U XOMECTepUHOM, MOAABMIAETCH CUHTE3 peLenTopes.
JINHM, yto npmBoauT K HakonneHwto JIMHIM, JINMOHIT n octaTouHEHeE
KOMMOHEHTOB XWUITOMUKPOHOB. YNOTpPeBfieHne XUPHOM nNuwm —
rmaBHagd npuynHa BbICOKOW pacrnpocTpaHeHHOCTH
rmnepnunonpoTengemMmn B pasBUThLIX CTpaHax. B MHOrovmcrieHHbIX
ANMOEMUOSIOTMYECKNX UCCNeaoBaHNSX YCTaHOBIIEHA [OOCTOBeEpHas
CBA3b MeXay YNOTPeONeHNEM HaCbIWEHHbLIX XUPHbIX KUCIIOT,
coaep)XaHnem xonectepuHa B KpoBu n cmepTtHocTbio oT MBC. Haoo
OTMETUTb, YTO MNOYTU BCE MNEPBUYHLIE AUCIUMONPOTENOEMUN
noggaroTcda guetorepanuu.




CaxapHbln gnabet. lNpeobnagatowee HapyweHne obMeHa nunuaoB Mpu caxapHOM
anabete — runeptpurnuuepmnaemMmusi, obycnoeneHHasa nosbilweHnem yposHs JIFOHI u
XUNOMUKPOHOB. [NpnunHbl HakonneHnus JINOHIT n XnnoMukpoHoB:

a. lednunt MHCyNMHa nNpu MHCYNIMHO3aBUCMMOM caxapHoM aunabete U y
HEKOTOPLIX OONbHbIX WHCYSIMHOHE3aBUCUMbIM CaxapHbIM AuabeTom
NPMBOANT K CHWXEHUIO CKOPOCTW pacnaga xunomukpoHoB u JITTOHIT,
MOCKOSbKY WHCYNUH Heobxoaum Ans cuHTe3a nunonpoTenanunasbl B
agunouuTax.

6. Y OOnbHbIX WHCYNMHOHE3AaBUCUMbIM CcaxapHbiM AuabeTom C
MHCYNMNHOPE3NCTEHTHOCTBIO N3DOLITOK MHCYNMHA CTUMYMUPYET NUNOreHes
n cekpeuuto JINOHIT B neyenwn.

B. Y BOMNbHbIX MHCYNTMHO3aBUCUMbIM U UHCYNIMHOHE3aBUCUMbIM CaxapHbIM
onabetom 6e3 UHCYNMHOPE3UCTEHTHOCTU TUMEPITIMKEMUSA YCUNUBAET
nunoreHes u cekpeuuto JINOHI B nevenw.




BonesHu noyek

[1pwn HedpoTHUYeCcKkom cuHopowme NOBbILLEH YPOBEHb
xonectepuHa JIMHIT v cogepxaHne JINMOHIT n3-3a ycuneHHoro
CUHTEe3a XxorfiectepuHa B rnedyeHu. YpoBeHb xonectepuHa JIITHIT
obpaTHO nponopuMoHarieH KOHUEHTpauuu anbbymuHa B nnasme.
MexaHn3amMm YyCUneHust CuHTe3a XOJSiIecTepuHa B MeYeHUu npwu
NpoTENHYPUN HeAceH. [lpn bonesHAX NoYek NOBLILLAETCA YPOBEHb
nunonpotenaa(a). XINH conpoBoXxgaeTcs runepTpurnuuepuageMmen
(n3-3a HakonneHua JINOHM, JIMMTT n ocTtaTo4YHbIX KOMMOHEHTOB
XUITOMUKPOHOB) N 3HAYUTESIbHbIM CHMXXEHUEM YPOBHS XONnecTepuHa
nrBrl.  Tllpy ypemMun B KPOBU  MOSABMAAETCA  MHIMOUTOP
nunonpoTtenanunassbl.



[MnotTupeos

TupeongHble ropMoHbl Heobxoanmbl ans ceasbiBaHus JIMNHIT ¢ ux peuentopamu.
[lpn runotmpeose nosbiwaetTca ypoBeHb xonectepuHa JIIHI1, yposeHb JIMMT,
KOHUEHTpauma nunonpotengala) n CHMKaeTca akTUBHOCTb nnnonporenanunassl

bonesHn nedeHu. T[lpu XxonecrtaTU4ecKUX MNOPaXKEeHUAX MNeyYeHNn aKTUBUPYETCA CUHTE3
nunonpotenga X. B pesynbraTte 3HaA4YUMTENLHO MOBBLIWAETCA YpOBEHb obuwero 457
xornecrtepuHa. HapylweHne atepudukaunm xonectepmHa npuBOAUT K MOBbILLIEHUIO YPOBHSA
cBobogHOro xorecrtepuHa n goconmnuaos.

bonesHn nedeHu. [lpu XxonecrtaTU4ecKUX MNOPaXKeHUAX MNedYeHNn aKkTUBUPYETCA CUHTE3
nunonpotenga X. B pesynbraTte 3HaA4YUMTENLHO MNOBBLIWAETCA YpPOBEHb obuwero 457
xornecrtepuHa. HapylweHne atepudukaumm xornectepuHa npuBOAUT K MOBbILLEHNIO YPOBHSA
cBobOOaHOro xonectepmnHa n dochonnunmnaos.
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Nevwenne ancnunonpotengeMmuin

|
i

[NpuHuyunsbl U uenu nedyeHus. [lpocnekTuBHLIE
nccnenoBaHnS NnoKasbIBaloT, 4yTo PUCK
aTtepockneposa n taxectb UbC ymeHbLLaloTCAa npu
CHWKEHUN KOHUEHTpauun nunmaooB C MOMOLLBHO
OUNETDI nnu OVNETD B coyeTaHuu C
MeOguKaMeHTO3HbIM JieyeHnemMm. BoT nepeyeHb
HEKOTOPLIX U3 3TUX UCCea0BaHUN.




1. KoHTponupyembie ucnbiTaHUa 3PAPEKTUBHOCTU
MeanKamMeHTO3HoM nepBnyHoun npodounaktnkm NbC

2. [1lpocneKkTnBHbIE aHrnorpaduyeckme
nccrnenoBaHus 9(PPEKTUBHOCTH
rmnonunuagemMmyeckon tepanum y 6onbHbix NBC

[neTtoTtepanugd




nerotTepanus

A

[ueta, perynsapHble du3ndeckme Harpyskm, msberaHne CTPEeCCOB WU
nepeHanpaXxeHnsa, npekpaweHne KypeHus — OCHOBa JeyeHus
ancnunonporenaemMun. [loaTomy npexae, yem Ha3Ha4YnTb
MEONKaAMEHTO3HOE IlevYeHne, Bpad pekomMeHayeT OOSfIibHOMY WU3MEHUTb
PaUMOH N PEXUM MUTaHUA U o0bpa3s XM3HW. bornbHOM OOMKEeH CTporo
BbIMNOMHATL 3TU pekoMeHgauum B TedyeHne 3—6 mec. C nomoulbio
don3nyecknx Harpysok n yMeHbLUEHUA BECA MOXHO OOOUTLCS CHUXEHUSA
YPOBHSA TpUrnmuepunaos 1 noBbilleHUA ypoBHA xonectepuHa JINBI. Ong
CHMXeHna ypoBHA xonectepuHa JIMNHIT HasHayaloT pekomMeHOoBaHHYHO
AMeEpPUNKaHCKON Kapanosiormyeckon accounaunen anety ¢ NOHMXEHHbIM
oOLWKMM codepXaHUEM TPUMMULIEPUOOB U MOHMXEHHBLIM COAEpP>KaHNEM
CbILLEHHbIX XXUPHbIX KUCIOT
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MeankameHTo3HOE NeYeHu

[lo pekomeHaaumn HauwmoHanbHou [lporpamMmmbl MO BbISBEHUIO,
Krnaccuukaumm n neyvyeHuro runepxonectepuHemMmnmn y B3POCTIbIX
MeOMKaMEHTO3HOE JleYeHMe  HaduMHalT, e€ecliM  Ha  (OoHe
aneTtoTepanmm YPOBEHb XOJiecTepuHa AN OCTaeTCcH
NOBbLILUEHHBIM B TeyeHne 6 mec. MeagukameHTo3Hoe nedvYeHue
ocobeHHO nokasaHo b6onbHbiIM MBC v nuuam ¢ gBymsa un Gonee
doaktopamm pucka NbC. HavanbHaa uenb nevyeHnss — CHWXeHue
ypoBHA xonectepuHa JIMNMHI go 130 mMr%. OgHako no AaHHbIM
aHruorpadum perpeccusa atepocKnepoTUYecknx onswek y 6onsHbIX
MBC oTmevaeTcs TOMbKO MNPU CHUXXEHMM YPOBHA XOnecTtepuHa
[MHI go 100 Mr%. OTOT NnokasaTernb CYUTAT nagearbHbIM.




Ona neyeHns gnecAunonpoTengeMui NpumMmeHstoT 5
rpynn npenapatoe. O6sa3aTensHoe ycnosue
3dydoeKTUBHOCTU NeveHnss — ToYHbLIA Nomdop 403.

1. CeKkBeCTpPaHTbl XXENMYHbIX KNCNOT

2. HUKoTMHOBAasA KMcnoTa
3.NIHrmouTopsel [ MIT-KoA-peaykTasbl

4. NponsBoaHble PMOPOEBON KUCOTHI
5. INpobykor

6. KombnHnpoBaHHasa Tepanus




CTBeHHbLIe HapyweHna obmerHa

(

HacnencreBeHHble HapylleHMa obMmeHa BellecTB 00yCrioBfieHbl MyTaunaMm —
N3MEeHeHAMKN nocneposartenibHoCTN Hykrneotnaos OHK. Mytauun npmueBogart K
CUHTE3y [OedeKkTHbiXx OenkoB (B TOM 4uUCrie — CTPYKTYPHbIX OEnkos,
depMeHTOB, rOPMOHOB, OaKTOPOB pocTa, OenkoB-peLenTopoB). B YacTHOCTH,
ecnu MyTauma 3atparvBaeT reH, Koauvpywwun depMEHT, TO NocnegHnn
YaCTUYHO WM MNOSMHOCTLK  yTpadMBaeT KaTalIMTUYECKYHD  aKTUBHOCTD.
[Mogaenswouwee 6OONbLWMHCTBO HACMNEOCTBEHHbIX HapylleHun metabonmama
0OyCrioBrieHo reHeTuyeckuMmn gedekramm doepmMeHTOB, y4aCcTBYOLWMX B OOMEHEe
aMUHOKMCNOT, yrneBogoB M nunuaoB. [latoreHes M KNuUHUYeCKne nposBieHns
onpenendarTca OTCYTCTBMEM MPOMEXYTOYHbLIX WM KOHEYHbIX HOpMalibHbIX
MeTabonnMToB N HAKOMMEHNEM TOKCUYECKNX METABONNTOB.




NunarHoctTmnka

|

HekoTtopble 6o0one3Hn (peHUnKeToHyputo, ranakrto3emuto, 6onesHb KneHoBOro
cuporna mn gpyrue) BbISBMSAIOT NPU MaccoBOM 00OcnegoBaHMM HOBOPOXOEHHLIX.
MeHee pacnpocTpaHeHHble 3aboneBaHNa ANarHOCTUPYIOT Y HOBOPOXOAEHHbLIX UMK
OeTen cTapwero Bo3pacta W3 rpynn  BbICOKOrO pucka. 3anogo3puTb
HacrneaCTBEHHOE HapylleHne mMeTabonuama criegyetr npu HanmmMynmum OL4HOro U, B
OCODEHHOCTU, HECKOSbKMX aHAMHECTUYECKUX, KIUHUYECKMX U OUOXMMUYECKUX
NPM3HAKOB, MNEPEYUCrieHHbIX B Tabn. 36.2. Hago nOMHUTL, 4YTO pasHble
HacrneacTBEHHble 0O0ne3Hn MOryT npoSABAATLCA CXOAHbIMU  BUMOXMMUYECKMMU
HapyweHuamn. Kpome TOro, MHOrMe KnuHWYeckne nposasneHusa 463
HacrneaCTBEHHbIX HapyweHun meTabonuamMa Yy HOBOPOXOEHHbLIX CXOAOHbl C
KITMHUYECKUMU TMPOSBNEHUSAMMN Opyrnx 3abonesaHui. [Npyn oCTpoM NpOSABIEHUN
HapyLleHnn MeTabonnama y HOBOPOXAEHHbLIX UMW Y AEeTEN CcTapLuero Bo3pacTa, a
Takke MNpu peunanBupylolleM TedeHun 0ores3Hun OesoTnaratenbHO HaduHakoT
eJyeHne 1 cTaparTCs Kak MOXHO ObICTpee yCTaHOBUTb MeTabonunyecknin edexT,
»allmMm B ocHOBe 3aboneBaHus.




JlabopaTopHas gnarHocTvka

HacneocTBeHHble HapylleHUsa MeTabonuama MarnbiX MOSIEKYST U
9HepreTnyeckoro obmeHa.

Camoe pacnpocTpaHEeHHoe cneunarnbHoe uccrnegoBaHne — 3TO
KONMMMYEeCTBEHHbLIN N KA4ECTBEHHbLIN aHanNn3 aMMHOKUCIIOT B MoYe. Ero
NpoBOAAT MPU YMEPEHHOM PUCKE HACEACTBEHHbIX HaPYLUEHUN
mMeTabonuama. lNpn ocTpom Hayvane 3aboneBaHUs HA NepBOM 3Tare
obcnegoBaHMa pekoMeHOyeTCcsl NPOBECTU KONMUYECTBEHHLIA aHanu3
aMUHOKMCIIOT B nna3me. [lpyn OCTpOM, XPOHMYECKOM UMK
peLUnanBUPYIOLLEM MeTabonnyeckom aungose TpebyeTcs
onpegeneHne opraHn4yeckux Kucrot B Modve. OObIMHO Ans

crnegoBaHUs JOCTAaTOYMHO OAHOW Kansfn KPOBU UITN MOYN.




IInzocomubie HonezHy HakonneHus
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[To  HanuMuuil YacTUYHO MOPONMU30BAHHBIX  BHYTPUKNETOYHbIX
KOMMNOHEHTOB B MOYe MOXHO cyauTb O pAedpekTtax HEeKOTOpbIX
NIM30COMHLIX pepMeHTOB. HakonneHmne aHomarnbHbIX METABONMNTOB B
KNeTkax [QokasblBaloT C nomouwbio Owuoncun. lKccneposaHue
bnonTaToB KOHBLIOHKTMBBLI daeT Oonblle WHpopMaumu, 4Yem
nccriegoBaHne 6OmMonTaToB KOXMW, MOCKOSIbKY KIETOYHbIM COCTaB
KOHBIOHKTUBbLI Oonee pasHoobpa3seH. lccregoBaHme Hanuuusa W
aKTUBHOCTW NIM30COMHbIX (PEPMEHTOB B Nfiadme He Bcerga HaaeXxHo,
NOCKOSNbKY MeToAdbl ornpeaeneHnss JNMU30COMHbIX (DEPMEHTOB He
cTaHOapTu3oBaHbl. TeM He MeHee TakuM NyTeM AuMarHoCTUpYLoT
mykonunuagos Tuna |l (bone3Hb Jlepya) M Te INKM30COMHbIE
epMeHTonaTun, Ha onpegeneHnn KOoTopbIX creunannanpyeTcs
HHasa naboparopus.




HeBponornueckoe n opransmonornyeckoe
obcnegoBaHue

BO MHOMMX CIryyasix WrpaeTr pellalolyio ponb B
ONArHoCTUKE HacneacTBEeHHbIX HapylleHurn obmeHa
BewlecTB. CneuuanbHble MeTodbl: aHanm3 CIyXOBblX,
3pUTESbHbIX " COMaTOCEHCOPHbIX BbI3BaHHbIX

NOTEeHUNAaNoB; onpegeneHue CKOPOCTU
pacnpocTpaHeHuns BO30OYyXXOeHuUs, OMI. UacTo
npumensitotca KT u MPT ronoBbl nnun 33I, HO, no
Haluemy MHEHMUIO, 3TN nccrnegoBaHms

arnonHmopMaTUBHGI.




OnpegenexHne akTMBHOCTY pepmeHTOoR

Ecnn M3BECTHO, YTO  HapyweHue  meTabonunama
oOyCrioBneHo [OeMeKToM TOSIbKO OAHOro epmeHTa, TO
BbISIBNEHNE MOHMXEHHOU WM OTCYTCTBYIOLLEN aKTUBHOCTM
9TOro doepmMeHTa Ha QOHe HakonneHumst ero cybcrtpaTta
No3BONAET n3bexarb AO0NrMxX MOMCKOB N Pa3MbILLSIEHUA U
cpasy YycTtaHoBMTb AauarHo3. K coxaneHuto, B OonblUeN
4yaCcTU Clny4YaeB HaKornsfieHMe ogHoro U TOoro ke cybcrtparta
MOXET ObITb o0bycnoBrneHo AedektoMm OOHOro  n3
€CKONMbKUX doepMeHTOB, y4acCTBYHOLLNX B
criegoBaTenbHbIX NMpeBpaLlleHnsax cyocTpara.



MornekynsipHo-OMonorM4eckne mccriegoBaHus.
3a nocriegHue  OecATUNEeTUSA  BbISICHEHDI
reHeTn4yeckme pOedeKkThl, nexauiue B OCHOBe
MHOIMX HacneaCTBEHHbIX HapylleHn obmeHa
BewlecTts. [lonyyeHbl  ONUIOHYKNEOTUAHbIE
30HAObI, NO3BONSAOLWME TOYHO U  OBICTPO
YCTaHOBUTb reHeTn4vyeckun gedoekt. Metoa NuP
OaeT BO3MOXHOCTb WCMNOMb30BaTb CleaoBble
konndectea [HOHK 6onbHoro. AHanuia [OHK
He3aMeHUM, €ecnu onpeaeneHne akTUBHOCTU
depmeHTa 3aTpygHEeHO WM  HEBO3MOXHO,
OCODEHHO NpW npeHaTtanbHOW AOWarHoCTUKe,
Korga Hemnb34 N3MEPUTb HakKonmneHue
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JleyeHn
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HapyweHna metabdbonmama marsblX MOSMEKYST U OHEePreTuyeckoro
obMeHa Oueta C WUCKMNIYEHUEM oOrnpedeneHHbIX BeELecTB CaMbiv
pacnpocTpaHeHHbIn crocob nedvyeHund. OH ObiI BNeEpBbIE
MCNOSIb30BaH A1 JieYeHUs ranakto3eMmn nu eHUNKETOHypun. Npwu
ranakrto3eMmm HasHa4valT OMETY CO CHUMXEHHbIM coOepXXaHueMm
ranaktosbl, a npu QEHUNKETOHYPUN U OONbLUNMHCTBE OPYrmnx
HapyLeHN UCnonb3yT nonycuHtetndeckne cmecn. B CLUA Takne
cMecu BbinyckarT rnabopatopum Mead—Johnson (OBaHcBunmn,
MHonaHa) wn  Ross  (Konymbyc, Orano). HenpaBunbHoe
NCNOSib30BaHNE CMECEN MOXET BbI3BaTb HapylLUeHUE MUTaHuS,
NO3TOMY JleYeHue Iydille npoBoAuUTbL nod HabnogeHnem Bpava.

eTy noabuparoT CTPOro MHANBUAYamNbHO.
Meacy ” y
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MeToq BOCMNOMHEHUA NpoAyKTa MPUMEHSIIOT
Onst  neJYeHnms  rMUKOreHo3oB  (BBedeHue
[MHOKO3bI) n HeaoOCTaTOYHOCTU
nupyeartgernaporeHasbl (cosgaHue 3anaca

nunugoB). INpn HEKOTOPbLIX bepMeEHTONaTUAX,

Hanpumep npw HeJOCTaTOYHOCTU

nupysartaerngporeHassol Nnm
nupyBaTkapbokcmnasbl, TpebyeTcss O4YeEHb
TOYHbIN pacYeT KonmyectBa BOCMOJSIHAEMOrO
npogykta. B NpoTUBHOM crny4yae ne4yeHue
bynet HeaPPEKTUBHbLIM




MeTton perynauum ypoBHA cybcTparta unm ero npealecTBEHHUKA
3aKknwyaetca B MPUMEHEHUN  JIeKapCTBEHHbLIX  CPeAcCTB,
HanpaensawLwWmux obMeH HemeTabonmanpyemblx CyocTpaTtoB Un nUx
npeaLlecTBEHHNKOB MO 0OXOAHOMY MYyTU, YTO YMEHbLLIAET Harpysky
Ha OeeKTHY0 (PepMEeHTHY cuctemy. Hanpumep, ond neyvyeHus
rMnepaMMoOHUEMUN  UCMNONb3YKOT  OEH30MHYKD  KMUCNOTY U
deHnnauerart HaTpuda. beH3oMHaa KUCOoTa SKCKPeTUpPyeTca B BUAE
beHsounrnuumHa (runnyparta), a deHunayetatr — B BuUae
denunauetunrnytammHa. [lpu BBegeHun 1 monss OEH30MHOW
KUCMOTbl N3 opraHmamMa BbiBOAUTCA 1 MOSib a3oTa, a Npu BBEAEHUN
1 monga dpeHunaueTara HaTpmusa — 2 mons asoTta. CMHTE3 runnypara
n dbeHnnaueTunriytTaMmmHa «0TBNeKaeT Ha cebsi» ammMmuak, KOTopbIN
MHa4de BKNOYUNCS Obl B LIUKIT MOYEBUHDI.




ButamuHHble 0o6aBkn 3dMEKTUBHBI MWL MPU COXPAHEHHOW YYBCTBUTENBLHOCTU
nedekTHon PpepMEeHTHON CUCTEMBI K BUTaMUHAM. HasHa4valT TOnNbKO TOT BUTAMUH
(kodrakTop), KOTOPbIM B HOPME Yy4acCcTBYET B HApPYLUEHHON DMOXMMUYECKON peakumn.
TakoM noaoxon BO3MOXEH B ABYX Chnydadx 3aMecTuTenbHaa  Tepanus
HacrneacTBeHHbIX oepMeHTonaTum

a. ®depmMmeHTHble npenapaTtbl MNPUMEHAIT AN fevYeHusi HeaoCTaToOuHOCTU
ageHo3nHae3aMmnHasbl (TSXKENoro KOMOMHMPOBAHHOIO WMMMYyHoAeduuuTa) W
HeOOCTaTOMHOCTU foKo3unuepammaasel (6onesun [lowe). Takum obpasom
MOXHO J1ieuntb W apyrne 3abonesBaHus, OOYyCroBfieHHble OedEKTOM OAHOro
N3BECTHOro pepmeHTa. Hago oTMeTuTb, YTO CTOMMOCTb TaKoro fNeYeHnusa O4YeHb
BbICOKA.

6. TpaHcnnaHTaumMil KOCTHOrO MO3ra M MNOYEK MWCMNOMb3YT MNPU  HEKOTOPbIX
NMM30COMHbIX BONe3HAX HaKonneHusi. TpaHcnnaHTauuto NeYeHn NPUMEHSIIOT Npu
TUPO3NHEMUM TuUna |, 6onesHn BunbcoHa 1 HapyLLEHNAX LUKIa MOYEBUHDI.




[eHOTepanua. OTOT MeTod JieYeHUst OCHOBaH Ha
BBEOEHUN HOpPMAaribHOro reHa B KIeTknm 6ornbHoro. B =
HacTosillee BPeMsi reHoTepanuio MNPUMEHSAIT AONS
NeyeHns HeOooCTaTouyHOCTU afdeHo3uHAe3aMuHasbl U
HeJoCTaTOMHOCTM TOKO3unLUepaMmmnaassl.

Pa3paboTaHbl aKcnepuMeHTarbHble MOOENU U METOAb
BbIABNEHNSA MHOTMMX HacneacTBEeHHbIX hepMeHTonaTun:

He4OCTaTO4YHOCTH rmnokcaHTHdocdopmbo3un-
TpaHcepasbl (cuHOpom INlewwa—HawnxaHna),
doeHnnanaHMHrMapoKcunassol (peHUNKEeTOHYpPUSA),
OpPHUTUHKapbamounTpaHcdepassl, HEKOTOPbIX

NIM30COMHbIX Oone3Hen HakonneHus. [No-eugumomy, B
bnuxanwee Bpema byayTt paspabotaHbl HOBbIE METOALI
nevyeHust aTux donesHemn.
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JleueHne ocTpbix HapyweHni obmveHa BelwecTs

[TprHUKMNBI NeYeHnsa DONbHbBIX BCEX BO3PACTHbLIX MPYyrnn OAUHAKOBbI, HO
KOHKPETHbIE peKoMeHaaLuumn 3aBUCAT OT Bo3pacTa U COCTOSIHUS
OONbHOIO

1) B OonbliMHCTBE crny4vyaeB HeobOXoOAMMO WUCKITKOYUTL Oeriok n3 paumoHa. YtoObl
CBECTU K MWHUMYMY MNOTEPU IJHOOreHHoro 6enka M 3aTopMO3NTb [MHOKOHEOreHes,
Ha3Ha4aloT napeHTepanbHOEe WM 30HOO0BOE MuUTaHWe. boribHOWM OOrmKeH nony4vaTb
OOCTaTO4YHOE KONMMYECTBO Karopunm B BuOE YrneBodoB U XMpOB. Ecnn Bo3HMKaer
rMNeprinkeMmnsi, HagHadaroT UHCYINH.

2) Mpn meTabonuyeckoMm auuao3e OMpedensloT YpoBeHb nakTata B nrasme,
MOCKOSbKY NakTaumMao3 MOXeT yCuUnmBaTbCs NPy U30bITOYHOM BBEOEHUN THOKO3bl. B
TakKMX  CnydYasix  [MOKO3y  HasHayalT B KonuyecTBe, obecnedyvBatoLLem
HOPMOITIMKEMUIIO, N YBENUYMBAKOT COAEPXKaHMe Ku1pa B paLnoHe.

3) BukapboHaTt BBOAAT B J03aX, 4OCTATOYHbIX ANs NOAAEpXXaHUSA ero KOHLUEeHTpaLuum B
nnasme Ha ypoBHe 10 M3kB/n uvnu Bbiwe. [pu yrpo3e cMmepTy Mo3ra WM €ero
HeoOpaTUMOro MOBPEXAEHUS NPOBOAAT MNepuToHearnbHblA Anann3 unM obMeHHoe

nepernnBaHmne KpoBHU.




% be3benkoBoe nuTaHMe, KOTOPOE HasHayalT MpU OCTPbIX HaPyLUEHUSX
meTabonmama, onacHo TeMm, 4YTO pacnag SHOoreHHoro Oenka npuMBOAUT K
HaKOMMEeHU0 Tex aMMHOKUCIOT, KaTtabonmMam KOTOpbiX HapylleH. [locne
YCTAHOBMNEHUS AnarHo3a ANns KOPPEKUMM YPOBHEW aMWHOKUCIIOT B Masme
NMPUMEHSIIOT aMUHOKUCIIOTHbIE CMECU, COCTaBIEHHbIE C YYETOM YK€ W3BECTHOIO
HapyLleHusi. T CMecu BBOAAT B/B NN Yepe3 HasoracTparbHbIN 30H.

s lNpn 6GonesHn KreHoBOro cupona MPUMEHAIOT CMECb aMWUHOKUCIOT C
Pa3BETBMNEHHbIM pagukanom (nenumHa, wn3onenmumHa W BasnuHa). OTU
aMUWHOKUCNOTbI  MOny4valT U3  HaTtypanbHbIX npoayktoB. [lepuoguyecku
onpenensoT KOHUEHTpauuk aMUHOKUCIIOT B MflasMe€ U KOPPEKTUPYIOT
cogep)XaHve nenunHa, u3onenuymHa n BanuHa B nNuTateribHOM CMecu. Y rpyaHbIX
aeten notpebrneHne aMMHOKUCIOT B NepecyeTe Ha a3oT AOMKHO ObITb HE MeHee
1,5 r/kr/cyt, a B cTapwem Bo3dpacte — 1 r/kr/cyt. HanomHum, 4to 1 r asorta
cogepxuntcs B 6,25 r bernka.
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[Tpy HapyLWEeHUAX LUMKNa MOYEBUHBI UCTOSMb3YIOT CMECU HE3AaMEHUMbIX
aMUHoKucnot. VX HasHa4yalT B HebonbLuMX KonuyectBax, 4YToObl He
AonycTuTb rmnepammoHneMmmun. Cmecu He3aMeHMMbIX aMUHOKUCNOT Ans
B/B BBEAEHUS HE BbINYCKAKOTCHA, MO3ITOMY MX Ha3Ha4aroT BHYTPb. HyxXHoe
KONIMYECTBO aMMUHOKUCIOT MOXHO pacTBOPUTb B O4YeHb HebOonbLIOM
obbewme.

[MNnepaMmMoHueMunsi, He CBsA3aHHaAss C MNEepPBUYHbIM HapyLUEHUEM
mMeTabonmuama amMMHOKUCIIOT, TpebyeT ocoboro nogxoga. [lpun ypoBHe
ammmaka 500 wmkr%, yrpoxatuwem nopaxeHnem LHC, nposogar
L neputoHeanbHbln guanu3. [loctodHHO  KoHTponupytoT BYd. VY

~~ HOBOPOXAEHHbLIX MPUMEHSOT HEUHBA3UBHbIE METOAbl MOHUTOPUHIa UMn
HabnogalT 3a poaHMYKkoM. Y [OeTen cTapllero Bo3pacTa uHoraa
Tpebyetca wuamepeHne BYIO ¢ nomowbio cybgypanbHoM — mnu
cybapaxHongansHOW KaHionu-b6onTa.




IleveHne: ocmoTuMYeckne cpeacrtea (MaHHUTON);
CHMXKeHne  obbema  BHEKNIETOYHOM  XUOKOCTU

(ananui); bapbutypaTtHasa koma (9dPEKTUBHOCTb HE
nokasaHa); IBJ1 B pexume runepBeHTUNALNN.




AJNMNTEJIbHOE JIEMEHMUE

v Obwme npaBuna Takue e, Kak Npu neYeHnn OCTPbIX HapyLLUEHWUN
meTabonusma. OrpaHundmBaloT npuemM cyocTpatoB W BBOOAT
NPOAYKTbl HAPYLWEHHbIX OMOXMMMUYECKUX peakuunn; orpaHnymsatoT
nppuem 6Genka wnn  gpyrux MeTabonuToB; noagepXXusaroT
MaKCUMarbHYO aKTMBHOCTbL (PepMeHTa; cTaparTcsa wusbexartb
ycuneHust katabonusma. JledyeHne HasHayaeT U KOHTPONMpyer
cneunanucT No HacneaCcTBEHHbLIM HapyLUEHUSAM OOMeHa BELLIECTB.

v TnepenmnanaHnHemmn. lmnepdeHnnanaHnHeMMn — O4YeHb
XOpPOLLIO M3y4yeHHasi rpynna 3aboneBaHnn. Bce oHWM 0OyCnOBEHDI
HapyweHnsMn obmeHa deHnnanaHuHa. Ha npumepe aTux
borne3Hen ynoobHee BCero OOBLACHATb MNPUMHUWUMABLI OUArHOCTUKU WU
nevYeHns HacrneacTBeHHbIX HapyLLEHUN OOMeHa BELLIECTB.




Y OonbwuHcTBa 60MIbHBIX C rynepgeHnnanaHnHeMNeEN
UMEEeTCAa 4acTuyHaa wunM nonHad HegoCTaTOYHOCTDb
anodepmeHTa deHunanaHuHrugpokcunasbel. [lpumepHo vy
1% OOnbHbIX HapPYyWeEH CUHTE3 WNM BOCCTAHOBIIEHUE
aurmgpobunonTtepuHa — KodpakTopa
deHunanaHuHrugpokcunasbl. BoccTtaHoBneHHaa dopma
KopakTopa, TeTparnapoduonTepuH, y4acTBYET TaKXKe B
rTMOPOKCUNNPOBAHUM  TUPO3MHA W TpunTto®aHa C
obpasoBaHuem L-IOPA n cepoTtoHnHa. HenocTtaTouyHOCTb
depmeHTa npuBoaUT K AOedUunTy I3TUX MeOmaTopos,
KOTOpbIN nposaBnAeTca Apyrmm 3aborneBaHueMm, TpygHee
nogaatowmmcst nedenuto. loatomy y Bcex OOMbHLIX C
rmnepdeHunanaHMHEMMEN HeobXxoauMo onpeaensTb He
B TONTbKO aKTUBHOCTb pepMeHTa, HO U YpoBeHb kodakTopa



[lonHaa HegocTaTovMHOCTh PeHMNanaHUHIMAPOKCUas.l

O0ObIYHO COMNPOBOXAAETCHA 3HAYUTENbHLIM MOBbLILLEHUEM

KOHUEHTpaumun deHunanadnHia B nnasme (> 1200

MMONb/N) U TpebyeT MNOXM3HEHHOIO OrpaHNYEHns

npuemMma dpeHunanaHuHa ¢ nuilien, YTobbl ero ypoBEHb

He npeBbiwan 600 MMonb/fn. 3JTO Khaccu4yeckas
s PEHUNKeToHypusa. [lpy 4YacTu4yHOM HegoCTaTOYHOCTU
A5t PeHMnanaHUHIMOPOKCUIasbl HaKannMBaeTCs MeHblLe
deHunanaHunHa. Llenb ne4vyeHusa: CHU3NTb YPOBEHb
doeHunanaHnHa go 600 mmonb/n (Mo BO3MOXHOCTU €eLle
HUXe).




OrpaHn4ymBatloT npuemMm MeHunanaHnHa ¢ nNULLEn;
HasHa4aloT BEereTapuaHckyro aOuety ¢ gobaBrieHUeEM
OenkoBbIX WM AMUHOKUCIIOTHBIX  CMECEeMN, He
cogepXalwmux eHnnanaHmH nnbo copepXalwmx ero B

HeboNbLLUNX KOJI4eCTBax. benkoBble UIn
dMWHOKUCJ1IO0THbIE CMECKU AOJIXKHbl BKITKO4ATb OOCTATOYHO
HE3AMEHNMbIX aMWHOKWNCIIOT. O
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Panee 65

|
HayMHas ¢ GHO PMATO  NpeKpaLuate  auetorepanuio
NeT (NOCKONbKY TonoBHON Moar HaunBornee
HYBCTBUTEMNEH K TOKCUYECKOMY OeicTBu (heHunana1mHa
MMEHHO 0o J3Toro Bo3pacTa). B nocnenHee Bpewms
YCTAHOBINEHO, YTO rOSIOBHOM MO3r CTpadaer oT u3bbiTka
deHnnanaHnHa Ha MNPOTSXEHUN BCEN XM3HM, MO3TOMY
aneTy He OTMeHsIoT. [IpaBunbHOe mnedeHne Mo3Bonaer

npegynpeintb YMCTBEHHYIO OTCTalloCTh N COXPaHUTb

pa6OTOCHOCO6HOCTb. [MporHo3svpoBsarb omanir;Hble
nocnencTBuA sa6oneBaHns (4epes 20—30 net) TPYAHO.




Pa3paboTka 7 LLIMPOKOE BHEOpPEHNe  MeToO4OB  NeyeHud
dPEHNNKETOHYPUN MNPUBENN K TOMY, YTO MHOrme OO05bHblE XEHLUUHGI
OOCTUIMN OEeTOpOAHOro Bo3pacTta. Y AeTen TakumX XXeHLWWH Hepeako
HabnogaTca Mukpouedanusa U BPOXOEHHbIE MOPOKM  cepaua;
NOBbILLIEH PUCK YMCTBEHHOW OTCTANOCTU. [1OCKONbLKY OETU XEeHLUUH C
OEHUNKETOHYPUEN  ABNAKOTCH HOCUTENAMM  TONMbKO  OAHOrO
PELECCUBHONO  MYTAHTHOrO reHa  eHunanaHnHriugpokcunassbl,
HapyLlleHUss pasBUTUA Y HUX OOBLACHAKOTCA MNOBbLILEHHBIM YPOBHEM
doeHunanaHnHa B KpOBM bepemeHHOoM (MaTepuHcKas
(PEHUNKETOHYPKSA). YpOBEHb (heHunanaHuHa, OesonacHbii  Ons
bepeMeHHON N He NPEenATCTBYOLWUA HOPMAarbHOMY MOCTHaTanbHOMY
Pa3BUTUIO, MOXET DObITb onacHbIM Ans nrnoga. 'o3ToMy KOHUEHTpaums
deHnnanaHuHa B nnasme 6epemMeHHouW He AormkHa npeBbiwaTb 350
MMOnb/n. bepemMeHHbIM ¢ PEHUINKETOHYPUEW Ha3HadalwT OUETY C
orpaHnyeHnem peHmnnanaHnHa.
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CNACHUB0 3A BHUMAHWE!




