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nnkoreHoBasi 60/71€3Hb OTHOCUTCS] K Hac/aeACTBEHHOM MaTo/IoruMu YyrieBOAHOro 06MeHa, NpuUYnHON KOTOPOK SBJSIIOTCS
MyTaumn pasndHbIX FEHOB, KOAMPYIOLLMX GEePMEHTbI, OTBETCTBEHHbIE 3@ CUHTE3 M pacnaj rinKoreHa. Beaeacremne aH3MM-
HbIX €(EKTOB MMPOUCXOANT U3BLITOYHOE OT/IOXKEHME [NIMKOreHa B KJIeTKax pPas/iniyHbIX TKAHEH, rMaBHbIM 06pa30M B NeYeHn
M MbillLjax. ABTopamu npeacTaBieHbl COBPEMEHHbIE 3MUAEMUOJIOMMYECKME JaHHbIE U OCOBEHHOCTHU 3TUONaToreHesa -
KoreHoBoH 601€3HM, AaHbl KIMHUYECKME XapaKTePUCTUKMU pa3/IMYHbIX TUMOB aHHOM HO30/10rMU. B COOTBETCTBMM C pa3-
paboTaHHbIMW KJIMHUYECKUMU PEKOMEHAALMNAMM NPUBEAEHbI JaHHbIE 10 1ab0paTopPHO-UHCTPYMEHTabHbIM M MOPHOI0-
TMYECKUM MPU3HaKaM rIMKOreHoBoK 60/1e3HM y AeTel, a TaKKe CBeAeHMs 0 MeTodax J1e4eHNs INIMKOreHoBOM 60J1e3HMN.
BBuay MHOroobpasusi KIMHMYEeCKUX GOPM INIMKOreHO30B B CTaTbe rpefcTaB/eHa aKTyaabHass MHpopMaLums o TemM Tunam
1aTo/10rMm, KOTOPbIE MPOTEKAKT C MPEUMYILLECTBEHHbLIM MOPAXKEHNEM NEYEHH.
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He3, KJIMHWYECKOE TeYeHne, AnppepeHUnanbHbii AnarHo3, 4eT1

Ans yntupoBanus: bapaHoB A.A., HamasoBa-bapaHoBa J1.C., CypkoB A.H., TyHao6uHa O.C., BuwHesa E.A., Mapruesa T.B.,
Bawakmapgse H.[., Cenum3siHoBa J1.P. BeaeHune aeten ¢ rnMkoreHoBow 60/1e3Hbio (HO3010rn4eckne GopMbl C MOpaXKeHu-
eM neyeHu). CoBpeMeHHbIe KIMHUYECKNEe pekoMeHaauun. Meguatpuydeckas papmaronorms. 2020; 17 (4): 303-317. doi:

10.15690/pfv17i4.2159.

ONPEAENEHUE

MukoreHoBasa 6onesHb () — ob6obuialollee Ha3Ba-
HWe Tpynnbl HacneACTBEHHbIX HapPYyLWEHWH YrNeBOAHOro
o6MeHa, CBA3aHHbIX C MEHETUYECKU AeTepMUHUPOBAH-
HbIMK fedeKTaMu GepMEeHTOB, YYacTBYIOLIMX B CUHTE3E
W pacname riMKoreHa, BBMAY Yero rnocfieAHuin HaKkaniu-
BaeTCcsl B M3GLITOYHOM KOMMYECTBE B PA3/IMYHbBIX OpraHax
M TKaHAX, B OCHOBHOM B NMEYEHU 1/UNN MblLILIAX.

K/NIACCUDUKALIUA

O6ulenpuHaTas HomeHknatypa 'b noka He paspabo-
TaHa. B HacToswee Bpemsa ucnonb3yeTca Khaccuduka-
umsa, npeanoxeHHas . Kopn B 1954 . M nocTpoeHHas
no XPOHOJIOrMYeCcKoMy NpuHUMNY: Tunbl 6 0603HavatoTca
PUMCKUMK UMbpPaMn U pacrnonaralTcs B NopsiiKe OTKPbI-
TS CMHAPOMOB M COOTBETCTBYIOWMX PepPMeEHTHbIX aedek-
ToB. Cenyac NpUHATO BbiAensaTb A0 15 pasfnyHbIX TUMNOB
. BaXHO OTMETUTb, 4YTO Y OAHOr0 MauueHTa BO3MOXHO
CcoYeTaHWe HECKONbKNX GEPMEHTHbIX 1edEKTOB, U B TaKMX
cny4yasax MPUHATO FOBOPUTb O HEWAEHTUPUUMPOBAHHBIX

Tunax I'b. HapylweHune pacwenneHuns rmMKoreHa MoXeT nopa-
aTb B MepByl o4yepedb NeYeHb W/MAM MbIWLbl, NO3TOMY
B HacToslllee BpeMs onpaBAaHHbIM TaKXe CYMTaeTcs natore-
HeTu4YecKoe aeneHune 'b Ha NevyeHoYHble, MbllEYHbIE U CMe-
waHHble dopmbl [1]. MpuBoanMmas paboyas Knaccudurkauus
B yunTbiBaAET TUMNbI M 3NOHMMbI 3a601eBaHNS, GEPMEHTHbIE
fedeKTbl, BarKHeWLWmne KANMHUKO-NabopaTopHble XapaKTepu-
CTUKW, OCOBEHHOCTU TeYeHUS M MPOrHo3a 3TOWM NaTonoruu
(npunoxkeHune 1). JaHHbIM 0630p NOCBSALWEH rpynne riMkore-
HO30B, NPOTEKAIOLLNX C MOPAXKEHNEM MEYEHM.

B 3aBMCUMOCTU OT yPOBHSA MOpaxkeHns B GepMeHTHON
cuUcTeMe TNoK030-6-docdhaTtasbl BbIAENAIOT 2 OCHOBHbIX
noatuna ' I tTuna: la u lb.

ukoreHoBasa 6one3Hb la TMNa (CMHOHUMbI: 60/1E3Hb
doH MpKe, renatopeHasbHbI MUKOreHo3, renatoHedpome-
rafibHbl TIMKOreHo3, AeduuUnT roKo30-6-docdaTasbl) —
ayTOCOMHO-peLlecCuBHOE 3abosieBaHune, Bbi3blBaemoe
aednumnToM oKo30-6-pocdatasbl U accoLUMpoBaHHOE
C U36bITOYHBLIM HaKOMNJEHUEM TIMKOreHa HOpMasbHOW CTPYK-
Typbl B ME€YE€HM, MOYKAX U CIM3UCTON 0O0SI0YKE KULLIEYHMKA.
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KNWHUYECKUE PEKOMEHOALIUUA

ukoreHoBasa 6Gone3Hb lb TMMa — ayTOCOMHO-
peueccuBHoe 3aboneBaHue, Bbi3blBaeMoe AePULMTOM
MUKPOCOMaJIbHOro TpaHCNopTHoro 6enka T, (TpaHcnoKa-
3bl MIOK030-6-pocdaTtasbl) M accouunpoBaHHOe C U30ObI-
TOYHbIM HaKOMJEHWEM [IMKOreHa HOPManbHOM CTPYKTYpbI
B NeYeHu, NoYKax 1 CIM3UCTON 060N1I04KE KULLIEYHNKA.

FmukoreHoBasa 6onesHb lll TMHMA (CMHOHWMMBI: 60N1€3Hb
Kopwu, 6onesHb Popbca, NMMUTAEKCTPMUHO3, AeDUUUT aMUIIo-
1,6-rntoko3unaasbl, AeDULMT IMUKOreH-AeBETBALLEr0 GepMeH-
Ta «gebpaHyepa») — ayTOCOMHO-PELLECCMBHOE 3a60NeBaHuMe,
Bbl3blBaemMoe AedUUNTOM [IUKOreH-geBeTBAwero GepmeH-
Ta, NpeacTaBNeHHOro amMuno-1,6-rKo3ngason n 4-o-ro-
KaHoTpaHcdepason, M acCoLMMpOBaAHHOE C HAKOMIEHUEM
rMMKOreHa aHOMalbHOW CTPYKTYPbl C KOPOTKUMKU OGOKOBbIMM
BETBSIMM B MEeYEHU /MK MbllLax. B 3aBUCMMOCTM OT aKTMB-
HOCTW KaTalUTUYECKUX e4MHUL, U NoKanu3auuu LedULnTHOro
depmenTa BoigensioT 4 noatuna I'b Il Tuna: llla, llib, llic v lld.

ukoreHoBasa 6one3Hb IV TMNa (CMHOHUMBbI: 60/1E3Hb
AHpgepceH, aeduumt amuno-1,4:1,6-rnoKaHTpaHcdepassl,
aedUUMT TNIMKOreH-BeTBALWEro depmMeHTa, aMuIONeKTU-
HO3) — ayTOCOMHO-peLeccMBHOe 3aboneBaHue, NPosBS-
oweecss aednumMtom amuno-1,4:1,6-rnoKkaHTpaHcdepasbl
(rnMuKoreH-BeTBAWeEro depmeHTa) M conpoBoOXaatoleecs
HaKoMNEeHWEeM rMIMKOreHa aHoMallbHOW CTPYKTYPbl B pasnny-
HbIX OpraHax M TKaHsX, BK/lo4Yas neyvyeHb U MblllLbl.

FnukoreHoBas 6one3Hb VI TMNa (CMHOHUMbI: 60/1E3Hb
Xepca (9pa), aednumnt dochdopunasbl Ne4eHn) — ayTocom-
HO-peLieccuBHOe 3aboneBaHue, Bbi3biBaeMoe AedbuumMTom
neyeHo4yHon docdopunasbl U acCoUMMPOBaHHOE C HaKo-
nfeHMeM rMKoreHa HopMasbHOM CTPYKTYPbI B NEYEHMU.

Pa3sButne IX tuna b cBfA3aHo ¢ gedeKkToMm dep-
MeHTa KWHa3bl pochopunasbl B renatoymTtax, COCTOSLLEN
M3 4 pasHblXx CyObeanHUL,, KaXKaylo M3 KOTOPbIX KOAUPYIOT
pas/inyHble reHbl.

FukoreHoBasa 6onesHb IXal m IXa2 tuna (cuHo-
HUMbl Ana IXal: X-cuenfeHHbln NeYeHOYHbIN TMKOreHo3
tvna |, I'b VI, Vla, Vlb (popmanbHO); CMHOHUMBI Ang 1Xa2:
X-cuenneHHbI Ne4YeHOYHbIN rnKoreHo3 Tuna ll) — X-cuen-
fIeHHOoe ¢ nofiom 3aboneBaHue, Bbi3blBaeMoe AePpULUUTOM
0,-CyObeAnHNLbl KMHa3bl docdopunasbl (GoCPoKnHasbl)

nevyeHn n accounMnMpoBaHHOE C U3ObITOYHBIM HaKOMNEHUEM
rMIMKOreHa B opraHe.

ukoreHoBasa 6one3Hb IXb TMNa (CMHOHUMBI: AedUUUT
MbILEYHOM/MeYeHOYHOM KnHasbl docdopunasbl) — ayTo-
COMHO-peLleccMBHOe 3abofieBaHue, Bbi3biBaeMoe geduum-
TOM B-CYyObeAUHMULbI MbILEYHOW/NEYEHOYHOM KMHasbl doc-
$opurnasbl U acCOLMMPOBAHHOE C HAaKOMJIEHUEM [JIMKOTEHa
B NeYyeHu 1 MbllwLax.

ukoreHoBasa 6one3Hb IXc TMNa (CMHOHWMbI: Hedo-
CTATOYHOCTb TECTUKYNAPHOM/NEYEHOYHON MN30POPMbI
v-Cy6beanHuLbl KuHasbl docdopunasbl) — ayTOCOMHO-
peueccuBHoe 3aboneBaHue, Bbi3biBaeMoe aebdULUTOM
TECTUKYNIIPHON/TEYEHOYHON M30POpPMbl y-CyObeanHULbI
KWHa3bl pocdopuaasbl M acCoOUMMPOBAHHOE C HAKOMIEHU-
€M [MIMKOreHa B NeYeHu 1 MblLlLLax.

Kol MKB:
E74.0 — BonesHn HaKOMJIEHUSA MMUKOTEeHa.

SANMUAEMHOJIOrUa

0O6uWaa OpueHTUPOBOYHASA YNCTIEHHOCTb AETEN C MUKO-
reHoBown 605e3Hbio Ha Tepputopun PP coctasnser 0,34
Ha 100000 geTtcKoro HaceneHus [2].

b la TMna BcTpevaeTtcs npumepHo y 80% naumeHToB
cpeam Bcex 60MbHbIX B | TNa [3]. YacToTa BCTpeyaemocTm
b la Tvna B 06wWen nonynsauuu coctaBnset 1:100000-
300000 [4]. HanpoTtuB, cpeau eBpeeB-allKeHa3W YacToTa
Bo3pacTaeT ao 1:20000, yto B 5 pas Bhllle, YEM B 00LIEM
cpeam ML, eBponeonaHon pachl.

' Ib TMNa BcTpevaeTcs npumepHo y 20% naumeHToB
BCeX 60/IbHbIX IMIMKOoreHo3oM | Tuna [4].

MaumneHTbl ¢ b Il TMNa cocTaBnsalT NPUBAN3UTENBHO
24% oT BCex 60MbHbIX MUMKoreHo3amu. Camas BblCOKas
YyactoTa BcTpevaemocTu (1:3600) I'b Il Tvna (noatun llla)
3aduKcupoBaHa cpean HaceneHuss PapepcKkux OCTPOBOB
(CeBepHasa AtnaHTuKa), 4To cBfA3aHO ¢ adpdeKTOM ocHoBaTe-
ns. CooteeTcTBytoWwas Hecywasa Yactota — 1:30. [loBOALHO
yacTto Il Tvn T'b BCcTpeyaeTcs B nonynsauuu cesepoadpw-
KaHCcKux eBpeeB B U3paunne — 1:5400. MNMpu 3aToM Hecywas
yacTtoTa coctaBnsieT 1:35. PacnpocTpaHeEHHOCTb NaTtonorum
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Management of Children with Glycogen Storage Disease
(Liver Involvement Forms). Best Practice Guidelines

Glycogen storage disease is the hereditary carbohydrate metabolism pathology which is caused by mutations in various genes
encoding enzymes responsible for glycogenesis and glycogenolysis. Excessive glycogen deposition in various tissues cells (mostly in
liver and muscles) occurs due to enzyme defects. The authors present recent epidemiological data and features of glycogen storage
disease etiology and pathogenesis. Clinical characteristics of different types of this disease are also presented. The data on
laboratory-instrumental and morphological signs of glycogen storage disease in children, as well as data on its treatment methods is
provided in accordance with the developed clinical guidelines. The article provides relevant information on disease types with
predominant liver involvement, besides the variety of clinical forms of glycogenosis.
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B EBpone coctaBnsiet npumepHo 1:83 000 }KMBbIX HOBOPOXK-
OeHHbIX, B cTpaHax CeBepHon AMepukn — 1:100 000 xKuBbIX
HoBopoOXAeHHbIX. B CLUATE Il Tuna BcTpeyaeTtcs ¢ YacTtoTomn
1:100000 [5].

BonbHble b IV TMNa cocTtaBnsaoT Bcero 0,3% Bcex naLu-
eHTOB Cc 60/1e3HAMM HaKonneHus rnnkoreHa [20]. YacToTta
BCTPEYaeMOCTH NaToorMm HeM3BeCTHa.

b IX TMna — npuynHa pasButus 'b NpuGAN3UTENBHO
B 25% cnyyaeB MOXeT 6biTb NpUnucaHa geduumTy KuHasbl
docdopunasbl, cpeam KoTopbix IXa TN rMmMKoreHo3a aBns-
eTcs Hambonee pacnpocTpaHeHHbiM. YTo Kacaetcs IXb
n IXc TMNoB, TO B AnMTepaType UMeTCsH eAnHUYHbIE OMu-
caHusg [6, 7].

3TUONIOrUA U NATONEHE3

MpuymnHoi Bo3HMKHOBEeHUNA b la Tuna sBNSI0TCA MyTa-
umMm B reHe G6PC, KoaupyloweMm rnoKo30-6-pocdarasy,
4YTO MPUBOAUT K €e HeAOCTaTOYHOCTM B MeYeHMu, MoyKax,
CNU3NCTON 060NOYKE KULWEYHWMKA, a TaKKe B OCTPOBKax
B-KNEeTOK MOAXKeNyAo4YHOM XKefe3dbl U HEeNyHoro ny3bips.
[eHHbIW NOKYC rMUKOreHoBOW 60N1e3HM la TMNna COOTBETCTBY-
eT 17921.31. OH coaepunT 5 3K30HOB M 3aHMMaET OKOJI0
12,5 kb reHomHon JHK. Tun HacnegoBaHns — ayTOCOMHO-
peueccuBHbIN [4, 8].

MaroreHe3 I'b la Tuna. MoKo30-6-pocdartasa KaTa-
NIM3NPYET KOHEYHYID peaKkLMIo KaK [loKoOHeoreHesa, Tak
W rnaoponu3a [fIMKOreHa, pacwennss roKo30-6-docoar
Ha IOKO3Y M HeopraHUYyeckuin docdaTt M ABNASCb eauH-
CTBEHHbBIM MCTOYHMKOM ob6ecneyeHus opraHuama 60Mbln-
MW KOHUEHTpaLMaMu rioKo3bl. [MNornnkeMus passuBaeTcs
JarKe Mpu KpaTKOBPEMEHHOM ron04aHun K3-3a 6noKagbl
rMKOreHoNn3a W [IOKOHeOoreHesa, MPOMCXOAMT TaKKe
HaKOMJ/IEHWE MMMKOreHa B NeYeHM, NoYKax U CAN3UCToN 060-
NIOYKE KUILIEeYHMKaA, MPUBOAS K AUCOYHKLMKM 3TUX OpraHoB
[8, 9]. HakonneHune cyb6cTpata G6NOKMPOBAHHON peaKkuuu,
rNoK030-6-dpocdaTa, CTUMYIUPYET IMIUKONIU3 U HAKoMNIeHne
nakTaTa, KOTOpbIA, CUHTE3UPYSCb B 3PUTPOLMTAX U MbllLey-
HOWM TKaHW, HE MOXKET ObITb NPeBpPaLlLEH B MIOKO3Y B NEYeHU
(6noKkapa rnKoHeoreHesa). MnornnkemMus obycnoBnvBa-
€T OTHOCMUTENIbHO HMU3KYK KOHLUEHTPaLMIO WMHCYIMHA. CHU-
aeTcsl COOTHOLWEHWE WHCYWH/INIOKaroH, CTUMyIMpyeTcs
JIMNONIN3, U NOBbLILAETCS YPOBEHb XWUPHbIX KUCNOT B Naa3me.
CTuMynsauMa rUKoNM3a BeAEeT K YBENMYEHUIO CUHTE3a K-
uepona u auetmnn-KoA, cybectpatoB n KOdGaKTOpPOB CUHTE3a
TPUIANLEPHUAOB B MeYeHW. [MIOKAroH TaKXe CTUMynupyet
MeTabo/IM4yecKkue nyTu, yrHeTalolwmne B-OKUCIEHNE HUPHbBIX
KMCNOT B MUTOXOHAPKMSAX, YTO COMPOBOXAAeTCsa ANKapObOoHO-
BOM auuaypuen. ECnnm cKOpoCTb CMHTE3a anonunonpoTeun-
HOB M 06pa30BaHWs IUMONPOTEUHOB O4E€Hb HU3KOM MIOTHO-
¢t (JINOHIM) n nMnonpoTenHoB HMU3KoM nnoTHocTh (JIMHIT)
OTCTaeT OT YCKOPEHHOro CUMHTEe3a IMNMAOB, B renatouutax
06pasyloTca Kaniu upa, Bbi3blBas BblpaXKEHHYK rena-
ToMeranuio (uposas TpaHchopmauus, cTeaTo3 MnedeHu).
NaKTaT aBNAeTcsd KOHKYPEHTHbIM MHIMOUTOPOM CEKpPELUU
ypaToB MO4YE€YHbIMW KaHanbLaMu, 4TO BedeT K runepy-
PUKEMUU W TUMOYPUKOIYPUKU. TUNEepypuUKeMUs aBAseTcs
CNeACTBMEM HE TONIbKO CHUMEHWS MOYEYHOro KAMpEHca,
HO M TMNepnpPoayKLMK MOYEBOW KUCNOTbI B pe3ynbTaTe UCTO-
LeHUst BHYTpunevyeHo4yHoro pocdarta 1 yCKOPEHHOW erpa-
nauun ageHUMHoBbIX HyKneotuaos [10, 11].

MNMopaxkeHune noyek npu I'b | TMNa 3aKno4aeTcs B GpopMu-
poBaHUKM GOKaNbHO-CErMEHTAPHOro rOMEepPyN0CKIepo3a,
naTtoreHe3 KOTOPOro OKOH4YaTeNnbHO He sceH. He wckno-
YeHO, 4YTO 3TO CBSI3AHO C MEPCUCTUPYIOLWEN TUNEPAUNU-
OeMWEN, BO3MOXHOM MPUYMHOM paccMmaTpuBaloTCa TaK-
e apTepuanbHas runepTeH3us, HepeaKo BO3HMKalowas
npu I'b | TMna, n runepypukemus. B psaae cnyvyaes pa3BuBa-
eTcsl HePpoNnMTHa3, KOHKPEMEHThI Yalle COCTOST M3 Kpuc-

TaN/ioB MOHOruapaTta OKcanaTa Kanbuus, XOTH Hajauvyine
runepypatypuun Jaet OCHOBaHMS OXKMAaTb ypaTHOro coctaBa
KaMHen. MexaHn3m o6pa3oBaHUs OKCanaTHO-KalbLMEBbIX
KOHKpemeHToB npu I'b | TMna He nayyeH. BodaMoxHO, nx dop-
MWPOBAHMIO CNOCOBCTBYIOT METAB0IMYECKUI aLMa03 U Ypu-
Kemus, Nn6o aedeKTbl GepMEeHTOB B NeYEHN C BO3MOXKHON
aHanoruen runepokcanypuun tuna | [12, 13].

MpuynHoi Bo3HMKHoBeHUs b Ib Tvna ABNg0TCA MyTa-
umn reHa SLC17A4, Kogmpylowero MMKPOCOMaJsibHbIV TPaHC-
NopTHbIK 6eNoK T, (TpaHCcnoKasy MoKo30-6-docdarassbl),
4YTO NMPUBOAUT K €€ HeAOCTaTOYHOCTM B MeYeHMu, MoyKax,
C/IN3UCTOM 060/104Ke KuleyHuKa. leHHbIi nokyc b Ib cooTt-
BeTcTBYeT 11023.3. OH coaepmnT 9 3K30HOB U 3aHMMaeT
oT 4 po 5,3 Kb reHomHon AHK. Tun HacnegoBaHus — ayTo-
COMHO-PELECCUBHbIN.

MatoreHe3 b Ib Tuna. PacnonoxeHne akTUBHOIO LIeHT-
pa rnoKo30-6-docdatasbl B NpocBeTe 3aHAonnasMatuye-
ckoro petukynyma (3MP) obycnoBnvBaeT He06XO0AMMOCTb
TPaHCMOPTUPOBKK BCeEX CYyOCTPaToOB W MPOAYKTOB peak-
UMK, KaTtanuampyemon depmeHToM, Yyepe3 membpaHy 3lP.
HepocTtatoyHocTb 6enka T, CONpoOBOXaeTca HeaocTaTou-
HOCTbIO TOKO30-6-dpocdatasbl [8]. Cneunduyeckum npu-
3HakoMm B Ib Tuna 9BNSeTCS HEWTPOMEHUS U YXYALEeHWe
GYHKUMM HENTPOdUNOB. Y Takux 60/bHbIX HapylleHa Kak ABK-
rarefibHasg CNOCOO6HOCTb HEMTPODUNIOB, TaK U UX aKTUBHOCTb.
Kpome TOro, atv nartofiorM4ecKue U3MEHEHUA MOryT ObITb
CBfi3aHbl C HapyleHWem TpaHcrnopTa roKO3bl Yepe3 MeM-
6paHy nonnMmopodHOAAEpHbIX NenkountoB. CornacHo cyuie-
CTBYIOLLMM NPEANONOKEHUAM, MUKPOCOMasbHbIM TPAaHCNOPT
rN0K030-6-docdaTta Urpaet onpeaeneHHyo posib B aHTUOK-
CUO@HTHOW 3alunTe HeMTPOobUNOB, a reHeTUuYecKas NoaoMKa
TpaHC/IOKa3bl MIOK030-6-pocdaTasbl BeAEeT K HapyLlueHUo
KNeToYHbIX QYHKLMM, B HaCTHOCTHU, anonTo3a, YTO MOXKET CNy-
HWUTb 0OBSACHEHUEM HEUTPODUIBHON AUCDYHKLMM Yy BOMBbHbIX
¢ b Ib Tna [13,14].

MpunynHoii Bo3HuKHoBeHusi I'b Il Tmna saBnsTCA
MyTauun reHa AGL, KOAMPYIOLLErO MMKOreH-4eBETBALLUMN
GepMeHT, KOTopbIM NpeacTaBaseT co6on 60/bliON MOHO-
MEpPHbIM 6EN0K C MONIEKYNSIPHOW Maccon Npuban3nTeNlbHO
160 KO ¥ umeeT 2 KaTanuUTUYECKUX €AMHULbI: amnno-1,6-
rnoKo3naasy v 4-a-rnokaHoTpaHcdepasdy, CrnocobHbIX
GYHKLUMOHMpPOBaATb HE3aBUMCUMO [Apyr OT Apyra, OAHaAKO
4019 HOpMasibHOro AenCTBUA AeBeTBAWwero pepmeHTa Heob-
XOAMMa aKTUBHOCTb 06enX KataniuTUYeCKUX eanHul,. NMogas-
nqawuee 60MbWMHCTBO OO0MbHbIX UMEKT AedPULUT I3TOro
depMeHTa KaK B MeyvyeHu, Tak u B Mblwyax (nogtvn llla),
OAHaKo NpumepHo y 15% naumMeHToB OH OTMEYaeTcs TOSIbKO
B neyeHu (noatun llib). Hannyme ykaszaHHbIX NOATUMNOB 06b-
ACHAETCA pas3/IM4YHOM 3IKcnpeccuen depmeHTa B TKaHSX.
B peakux cnyvyaax ceneKTMBHOE CHUXEHME aKTUBHOCTU NGO
amuno-1,6-rnoko3naassl, 1M60 4-a-rnoKaHoTpaHchepasbl
NpMBOAWT K pa3BuTuto noatmnos llic v llld 6onesHn cooTBeT-
CcTBeHHO. [eHHbIM nokyc B Il Tuna cootBeTcTBYEeT 1p21.2.
OH coaepuT 35 3K30HOB, 3aHUMatowmx 85 kb reHomHoOM
AOHK. Tun HacnegoBaHWsA — ayTOCOMHO-PeLLeCCUBHBbIN [8].

Martorenes b Ill Tnna. AMvnno-1,6-rnKo3ngasa y4va-
CTByeT B MeTabonn3Me [NIMKOoreHa B TOYKax BETBJIEHUS
rMMKOreHoBoro «gepeBar. dPepmeHT aBnaeTcs OUDYHK-
LUMOHaNbHbIM, C OAHOW CTOPOHbI MpeBpawas IUMUT-AEK-
CTPUH B [JIMKOrEH C HapPyXHbIMW LENIMU HOPManbHOM
O/IMHBlL W, C OPYron, ocBOGOXJas rMOKO3y nyTemM rmapo-
nm3a «-1,6-raKo3nagHon cBa3un. MyTauusa depmeHTa
COMpPOBOX/aeTcA HapyleHneM BblCOKOCNeUMpUYecKoro
npoLecca rMMKOreHonn3sa, NpMBoAS K HaKOMIEHWUIO B TKa-
HAX (Me4YeHb, MbIlLbl) MOMNEKYN FIMKOreHa aHoMaslbHOM
GOpPMbl C YKOPOYEHHbIMM HAPYXHbIMK LENAMU, KOTOPbIN
OKa3blBaeT LMUTOTOKCUYECKOE [eWCTBUE, NMPUBOAA K [MUC-
QYHKLKMK COOTBETCTBYHOLWMX opraHoB. MexaHu3mMbl GopMu-
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poBaHMA TMNOIMMKEMUU W NaKTaTaunao3a CXOAHbl C TaKo-
BbiMu Npu I'b | Trna [16, 17].

MpuynHon Bo3HMKHoOBeHusi I'b IV tuna sasnsaioTtca
MyTauun B reHe GBEZL, koaupytowem amuno-1,4:1,6-rnio-
KaHTpaHcdepasy, 4TO MPUBOAWUT K €€ HeAdoCTaTO4YHOCTH
B MeYeHu, Mblluax, NerkounTax, aputpouutTax u dubpo-
6nactax. Mytauum B 3TOM e reHe Bbl3bIBaloT MOIUIMMKO-
3aHoOBYKO 60n1€e3Hb Yy B3pOocabiX. [eHHbIn NoKyc b IV Tuna
cooTBeTcTBYeT 3pl2.2. Tun HacnegoBaHWs — ayTOCOMHO-
PELLECCUBHBbIN.

MatoreHe3 I'b IV tuna. Amuno-1,4:1,6-rnioKaHTpaHc-
depasa yyacTByeT B MeTabonn3me [MKoreHa npu Tovykax
BETBNEHMUS TNIMKOreHoBOro «aepeBar. OHa coeauHseT cer-
MEHT NO KpanHen Mepe U3 WecTn a-1,4-cuenneHHblX -
KO3UAHbIX OCTaTKOB HapyXHbIX Lenen rinMkoreHa ¢ rimMKo-
reHOBbIM «gepeBoM» a-1,6-MMMKO3UAHON CBA3blo. MyTauus
depmeHTa HapywaeT HOopMasjbHbI# CHUHTE3 TIMKOreHa,
4YTO NPUBOAMUT K 06PaA30BaHMIO aHOMasIbHOro Moancaxapu-
Ja C aMUI0NEKTUHONOAOBGHOM CTPYKTYPOU (MOJUIIMKOSIIN-
KaH). HakannuBasCb B pa3/iMyHbIX TKaHAX, BKJOYasA NevyeHb
M MbilLbl, OH NOBPEeXaaeT Ux KneTku [8, 18].

MpuynHon BoO3HMKHOBeHuss I'b VI tmna sBnsaioTtcs
MyTauuun B reHe PYGL, koaupytolem dpocdopuniasy nevyeHu.
leHHbIn nokyc b VI Tuna cootBetcTByeT 14qg21.1. Tun
HacnegoBaHMA — ayTOCOMHO-PELECCUBHbIN [8].

MaroreHe3 I'b VI tuna. Jeduumnt nedvyeHo4yHon @oc-
dopunasbl, KaTanauaupylollen nepsBylo peakuuto pacnaga
rMMKOreHa, BeAeT K ero n3bblITOYHOMY HAKOMIEHWIO B rena-
ToumTax [19, 20].

Mpu4ymnHo Bo3HMKHOBeHusi b IXa Tnna sBnsaioTcA
MyTaumun reHa PHKA2, KOAUPYIOLWEro a,-CyObeanHuULY neve-
HOYHOWM KMHa3bl dochopunasbl, YTO NPUBOAMUT K ee HeJocTa-
TOYHOCTM B MEYEHU U apuTpoumTax (noatun IXal) nam TonbKo
B neyexu (moatun IXa2). leHHbi nokyc b IXa Tuna cootBeT-
cTByeT Xp22.13. Tun HacnefoBaHUg — X-cLEenneHHbIn [8].

Mpu4ynHor Bo3HMKHOBeHuss B IXb Tuna sBnsioTca
MyTauun reHa PHKB, Kogupytowero (3-cy6beanHuLy Mbllley-
HOW/NeYyeHo4YHON KuHa3bl docdopunasbl. [eHHbIM NOKYC
I'b IXb Tvna cooteeTcTBYEeT 16012.1. TMn HacneaoBaHUA —
ayTOCOMHO-PELLECCUBHbIN.

Mpu4ynHoi Bo3HMKHOBeHus1 I'b IXc Thnna sBnaoTCA
MyTauunn reHa PHKG2, KoaupyioLero TeCTUKynspHyto/neye-
HOYHYIO M30bopMy vy-CyObeauHULbl KuHasbl docdopuna-
3bl. [eHHbIM nokyc b IXc Tuna cootBeTcTByeT 16pl11.2.
YcTaHoBNEHO, YTo reH PHKG2 cogepuT 10 3K30HOB M 3aHMU-
maet 9,5 kb reHomHon IHK. Tun HacnegoBaHUs — ayTocoMm-
HO-peLEeCCUBHbIN.

MaroreHe3 I'b IX Tuna. Jeduuunt nto60mM N3 cyobeanHuL,
KnHasbl pocdopunasbl b HapylwaeT npouecc dochoponmsa
neyeHo4yHon pocodopunasbel b B pochopunasy a, 4To BeaeT
K HapyleHWo aKTuBaL MK nocneaHen u, B UTore, — K HEBO3-
MOXHOCTW paclienneHns ramkoreHa. PochoknHasa cocTout
13 4 pasHbliXx CyObeanHUL,, KarKaylo M3 KOTOPbIX KOAUPYIOT
pasfNnyHble TeHbl, pacnonaralowWmecs B pPas/iMyHbIX XPo-
MOCOMax W MNo-pas3HOMY 3KCMpeccupylowmnecs B pasnny-
HbIX TKaHax: a (PHKA2), B (PHKAB), v (PHKG2), & (CALM1).
Cy6beaunHuLbl o U 3 BbINOSHAIOT PErynaTopHble GYHKLUKUHK,
Yy — Katanutuyeckytlo GyHKUMIo, a & — OYHKUMIO CBS-
3bIBaHUS MoHOB CaZ'. CyGbeauHula o MMEET [Be W30-
GOpPMbl — MbILIEYHYIO M NEYEHOYHYIO, KOAMPYEMbIE ABYMS
pasHbIMW reHaMu, pacrnonaratowmMmmnca Ha X-XxpomMocome.
[eHbl, Koaupylolme ocTallbHble CYyObeAWHWLbI, HaxoaaTcs
B ayTOCOMHbIX XxpomMocomax. MyTauum B reHax PHKA2,
PHKAB n PHKG2 Bbi3biBatoT I'b 1Xa, IXb u IXc TMNOB cooT-
BETCTBEHHO. [1pK pa3BUTUM OOHOM M3 YETbIPEX OCHOBHbIX
dopM 60Ne3HM Mnopa)kaktTcs COOTBETCTBEHHO, MO ybbiBa-
HWIO 4acCTOTbl BCTPEYaEMOCTU: MNeYvyeHb; NevYeHb U MbIlLbl;
TONbKO MbILLbI; TONbKO cepaue. MmeeTcs TakKe noatmn IXd

(MbllWeYyHaa ¢opma), Bbi3blBAEMbIA MyTaUUAMU B TeHe
PHKA1L [6, 21].

KIMHUYECKASA KAPTUHA

KnuHuyecknn denotmn la tuna I'b reteporeHeH, pasnu-
YyaloT ABE KNMHUYecKne GopMbl.

Mpn nepBon GopmMe XxapaKTEpPHO OCTPOE TeYeHMe.
BospacT gebtota 601€3HM — HEOHaTaNbHbIW NepUoa, Yale
1-1 rod *u3Hu (B 3—4 mec). MaHnbecTnpyeT ¢ runorimke-
MWW W TaKTaTauuao3a, BCKOpe NPUCOEANHSAIOTCS BblpaXKeH-
Has renatomeranus UM/Man rUNoOrMMKEMUYECKUE CyaopPOoru.
[enaTomeranuns obycnoBneHa Kak HaKomnjieHnem rmuKoreHa
(He ToNbKO B UMUTONNA3ME, HO U B Apax KNETOK), TaK U HaKo-
nieHnemM NUNUAOB (cTeaTo3 neyveHu). NoYKKM TaKKe yBenu-
YeHbl U cofdepxaT Aeno3uTbl MMUKOreHa B KaHalbLEeBOM
3NUTENINU, HO CeNle3eHKa OCTaeTcs HopMasbHbIX Pa3MepoB.
[ns 60n1e3HU XxapaKTepHbl 60/bWOW BbICTYNAOWWR XUBOT,
oTCTaBaHWe B pocTe, runotpodusa, nepepacnpeneneHve
NMOLKOXHOW UPOBOW KJIETHATKU C NOKaJIbHbIMU OT/IOXKEHUS -
MW NPEUMYLLECTBEHHO Ha LEeKax (<KYKObHOE» NLO), TPYAH,
aroguuax, 6egpax. Moryt BO3HMKaTb KOMHble KCaHTOMbI
Hapsay ¢ AereHepaunen ceTyaTky B BUAE MHOXECTBEHHbIX
[MCKPETHbIX NapaMaKynsapHbIX BKPanjIeHUn entoro LBeTa.
Y HEKOTOpPbIX 6OMbHbIX ONMCaHa UHTEPMUTTUPYIOLLAs aAvapes
HesdCHOro reHesa. [Mnornukemus, 4dawe 6eccCUMMTOMHas
UKW C cypoporamu, TSXKeNbIM NakTataunio3oM, BO3HUKaeT
npu manenwem ronoganuu [4, 8J.

Mpn BTOpPOW KINMHMYECKON hopMe BOJIbHOW NEPEKUBAET
OCTpble MeTabonn4YeCcKne Kpusbl MIafeHYeCcKoro Bo3pac-
Ta U 3aboneBaHWe nNpuobpeTaeT XPOHUYECKOE TeyeHue.
MporpeccupyioT HapyweHue byHKLUMKM MOYeK, noparpuye-
CKWWA apTpuT, OoTCTaBaHMe B POCTe, 3afepyKa MNosoBoro
co3peBaHus. Matonorua noyek MaHnbeCcTUpyeT NpoTenHy-
puen, fjanee MOryT NpUcoeanHsaTbCcs Hebponntmas, Hedpo-
KanbLUWHO3, TMNEPTOHUS, aMUI0MA03, CUHAPOM PaHKOHM
(ToTanbHaa npoKcuMmanbHaa Tybynonatus), AUCTalbHblA
No4YeyHO-TYOYNSPHbBIM aunao3 € UCXOLOM B XPOHWUYECKYO
NoYeyHylo HefoCcTaToO4HOCTb, TpeObylollylo remoguanunsa
W/VNKn TpaHcnnaHTaumm noyek [12, 13]. Ha ¢doHe runepavnu-
[EMUN MOXKET Pa3BMTbCH XPOHUYECKUIM NaHKpeaTuT. TaKxe
XapaKTepHbl HapyleHUs remocTtas3a (HOCOBble KpoBoTeve-
HWS), OCTEONEHUS, OCTEONOPO3, CKJIOHHOCTb K Mepesomam.
[unarHoctupyloT renatomerasmio (pexxe — C MnevyeHo4YHowm
HeAoCTaTOYHOCTbIO), HacTO aAeHOMaTOo3 MeYEHN, UMEIOLLINI
CKJIOHHOCTb K 3/I0Ka4eCTBEHHOMY nepepoXxaeHuto (rena-
TOMa, renatouenionsgpHas KapuuHoma). OCnoXKHeHUaIMu
B | TMna aBngTCS ageHoMbl nevyeHu. Ux pasBuTne BO3-
MOXHO B Nt060M BO3pacTe, ofHaKo O6bl4HO OHKU 06pasy-
I0TCSl MEXAY BTOPOW U TPEeTbeN AeKa[oN XU3HU C 4YaCTOTOM
oT 16 go 75%, KoTOpas He 3aBWCWUT OT Mofla NauMeHTOB.
OHM MOTyT OblTb €ANHUYHBIMU U MHOXECTBEHHbIMW, Hepea-
KO CKJIOHHbI K 03/10Ka4yecTBNeHuto. Nepnoa ManurHmaaumm
OnyXxoNiu MOXET 3aHuMaTb o 28 net. B noctnybepTaTHbIv
nep1oa Ha NepBbli NAaH BbICTyNaeT rMNepypuKeMus ¢ ee
KIMHUYECKUMM OCNOXKHEeHUAMH [4, 8].

MoyeyHble nopaxeHus npu b | TMNna nposBasalTCS
POKaNlbHO-CEerMeHTapHbIM IOMEPYIOCKNEPO30M, COMpo-
BOXAAMOWNMCH NPOTEUHYPUEN N [OCTATOYHO 4YaCTO — CHMU-
YEHUEM MOYEYHbIX PYHKLUMN;, O4EHb PEAKO — BTOPMUYHbLIM
amunonaosom AA-Tuna ¢ OT/IOKEHUEM aMuUIoMaa B NeYeHu
M MOYKax ONATb YK€ C pa3BUTMEM MNPOTEUHYPWUK; HapyLle-
HUAMKU  DYHKLMKM MNPOKCUMaJIbHbIX KaHanbLeB (BMNNOTb
o dopmupoBaHus cuHapoma PaHKoHM); HedponnTUa3om
n HedbpoKanbunHo3oM. lMpu B | TMNa anutenbHoe Bpems
HabnoaaeTcs runepdunbTpaLms, 4To B nocneaytouem Beaet
K «neperpyske» HebpoHOB U, cornacHo Teopun bpeHHepa,
nocneayouemMy CKIepo3MpoBaHuio romMepys U UHTEePCTU-
umMs. KAMHWMYECKM 3TO BbIpa)KaeTcd B MUKpPOanbOyMUHY-



puun ¢ TpaHchopMaumen ee B HapacTaloLLyto NPOTEUHYPUIO
W napannenbHOM CHUXEHUW CKOPOCTU KIyGOYKOBON OUb-
Tpauuun BMNIOTb A0 GOPMMUPOBAHUS XPOHUYECKOW MOYEYHOM
HefoCTaTOYHOCTU. Pa3BUTUIO 3TUX UBMEHEHUI CMOCOBCTBY-
€T HeafleKBaTHbIM KOHTPOJb MIUKEMUK U APYruX meTabonu-
YecKux HapyweHuin. B Bo3pacTe nocne 20 net guchyHKUMA
NoYyeK pasfIV4HOM CTEMEHW BbIPaXKEHHOCTW HabnopatoTcs
noytn 'y 70% naumnentoB ¢ I'b | Tuna [3, 22].

®aHKOHU-NOAOGHbBIN CUHAPOM pas3BUBaAETCA Peako,
HapylweHne GYHKUMKM MPOKCMMalbHbIX KaHafblLEeB MpPOsiB-
Nn9eTca reHepanM3oBaHHOM amuHoauuzypuen, docdary-
pven U NPOKCUMasbHbIM TUMOM MOYEYHOro KaHaNbLIEBOro
aunao3a 3a cyeT MOBbIWEHHOW 3KCKpeLnn 6uKkapboHaToB.
MapKepoM npoKcMManbHON AUCOYHKLMU CNYKUT NOBbILLIEH-
Has 3KCKPeLMsa C MOYOWM [3,-MUKPOTIo6ynnHa. XapakTepHas
ans cuHgpoma ®PaHKOHM [IOKO3YypuUs OTCYTCTBYET, T.K.
YPOBEHb [MIOKO3bl B KPOBM M, COOTBETCTBEHHO, ee Ouib-
Tpauusa o4yeHb HM3KKU. Kak npaBwno, PaHKOHM-NOAOGHbLIN
CUHOPOM pa3BMBaeETCs y AeTel paHHero Bo3pacta C Helo-
CTaTOYHO 3PPEKTUBHOM MeTaboNMYECKONW KOppeKuHen.
Hopmanusauus KOHUEHTPaLWK TNIOKO3bl JOBOJIbHO 6bICTPO
NPUBOAUT K JIMKBUAALMW TMPU3HAKOB AWCOYHKLMU MPOK-
CUManbHbIX KaHanbLeB, Y4TO MOATBEPXAAET BTOPWUYHbIN
XapaKTep novyeyHblX HapyweHun. Hedpponutnas n Hedpo-
KanbLUMHO3 Yalle HabnwopaloT B 60see cTapwem Bo3pac-
Te. MNposBAEHUAMN 3TUX COCTOSAHUM MOTYT ObiTb NMOYEYHbIE
KOJIMKN C OTXOXAEHUEM KOHKPEMEHTOB, 06CTPYKLKS, rema-
Typusi, MHOEKLMSA MOYEBbIBOASLWMX NyTen [12, 23].

Y HeKoTopbIXx 60/IbHbIX pPa3BUBaETCs NeroyHas runep-
TEH3Us, nporpeccupylollas B XPOHUYECKYID CepaeyHylo
HefoCTaTOMHOCTb M MpUBOASLLas K CMEPTU B IOHOLIECKOM
BO3pacrTe.

[oparkeHne rofoBHOrO MO3ra, BO3HMKalollee, CKopee
BCEro, BCNeACTBME MOBTOPHbIX TAXENbIX TMNOMMKEMUYE-
CKMX aTaK, TaKXe MOXeT OblTb 0OHAPYXEHO Yy NauuMeHToB
¢ rnMKkoreHosom | Tuna [24]. NHoraa y Takux ageTew auarHo-
CTUPYIOT U3MEHEHUSA MPU MPOBeLEHUN TECTOB Ha BbICLUYIO
HEPBHYIO AeATENbHOCTb U MPU UCCIefOBaHWU Bbi3BaHHbIX
C/TyXOBbIX MOTEHUManoB. MpU4eM 3TU HapyLlleHns B 3HaYu-
TeNbHOW CTENEHU KOPPENMPYIOT C HaCTOTOM rocnuTann3dauunn
no NOBOAY M'MNOMMUKEMUYECKMX aTaK, TOrAa KaK BbliBleHUe
aHoManun npu anexkTpoaHuedanorpadpum (33N NOAHOCTLIO
coBnajaet ¢ HecoONoAeHNeM nauneHTom AneThl.

MoparkeHne mbiwy npu I'b la TMNa (T.H. MeTabonnyeckas
MuonaTtus) npoTeKkaer ¢ GOpPMMUPOBAHMEM MMOMNATUYECKO-
ro CMHAPOMa W HapylweHuem OYHKUMKU Mblwl. CuMNTOMBI
60M1€e3HN  XapaKTepu3ylTCcHd HaNWYMeEM BbIpaKeHHOMU
MbILLIEYHON TMNOTOHMK C NOCNEeaylolWnM HapacTaHnem cna-
60CTN 1 aTPOdPUUN MbILL, MPOKCUMaNbHbIX OTAENIOB PYK U HOT
(ammnoTpodmyecKknn CUMNTOMOKOMIJIEKC) [25].

KnuHuyecknn deHotun I'b Ib TMNna npakTMY4eCKK He OTK-
4yum OT TakoBoro npu b la TMna. Hapsagy ¢ KaunHuyec-
KUMKW CUMNTOMaMM U NabopaToOpHbIMKU WM3MEHEHUAMM,
UMEILLMMUCS NPU FNUKOreHo3e la, xapaKTepHbIMKU MNpu-
3HaKaMu rMKoreHosa lb ABNgIoTCa TaXenble peunansupy-
lolwme nHdpeKumm n BocnanurtesnbHble 3a60N1eBaHNs Kuley-
HWKa, YTO CBSA3AHO C HaNNM4YMeM HEWTPONEHUN U ANCOYHKLMK
HenTpodunoB. B otninune oT reHa roKo30-6-docdaTasbl
3KCMNpeccus reHa TpaHCNOKa3bl MMOKO30-6-dbocdaTtasbl
NPOUCXOAUT He TOSIbKO B NMEYEHU, HO U B rEMOMO3TUYECKMX
KNeTKax-npeawecTBEHHUKaAX, YTO MOXKET CNYXUTb 06bsACHE-
HUEM BO3HWMKHOBEHUS HEMTPOMEHUM U YaCTbIX MHPEKLMN.
OpHaKo y onpefeneHHon rpynnbl NauneHTOB C MIMKOreHo-
30M |b HeWTponeHnto He OGHapyXXMBAtOT, YTO, BO3MOMKHO,
CBSI3aHO C MyTalLMen TpaHCNoKasbl MoK030-6-dbocdhaTasbl
C pe3unayasibHOW TPaHCMOPTHOM aKTUBHOCTbIO.

Kak yxe 6bl10 OTMEYEeHO, xapaKTepHasi 0COGEHHOCTb
60/bHbIX FIMKOreHo30M |b — BbiCOKas 4actoTa pa3BuUTUS

BOCMNaNUTENbHbIX 3a60/IeBaHUM KULLIEYHUKA (KPOHOMNOA06-
Horo Konuta). Cpeaun conyTCTBYOLWNX CUMITOMOB BCTpeYa-
I0TCA: NMXopajKa, Anapes, nepuvopanbHble U nepuaHab-
Hble M3bA3BNEHUA. OQHAKO HWKaKOM KOppensunm mexay
TAXECTb0 OCHOBHOIo 3a60/1eBaHWsA U KULWEYHbIMU CUMMTO-
Mamu He 3adUKCUMpoBaHO. TaKKe He YCTaHOB/IEHO CBS3M
MeXay FeHOTUNOM W HalIMYUeM HEWUTPONeHun, GaxTepu-
allbHbIX MHPEKLMUIN U CUCTEMHbBIX OC/TIOKHEHUIM Y NALMEHTOB
C rMKoreHesom lb.

Taxenble MHPEKLUMOHHbIE OCNOXHEHUSA Y AaHHbIX NaLuu-
€HTOB CBfI3aHbl KaK C HEWTponeHuen, Tak U ¢ GyHKUMO-
HanbHbIMKU fedeKTamu NoNMMOopPPHOALEPHBIX HEUTPODUIOB
M MOHOUMTOB. Y aeTen paHHero Bospacta ¢ b Ib moryt
HabnhaTbCqd YacTble OTUTbl, TUHTMBUTBI U GYPYHKynes.
TaK e, KaK ¥ npu rmukoreHose la, nauneHTbl ¢ Tunom lb
MOryT cTpagaTtb nepuogumyeckon guapeenr. OCHOBHOW Mpu-
YMHOW HapylleHMsa cTyna SBASeTCa BOcMajleHne CU3UCTOoN
060/I04KMN KULIEYHMKA, YTO MOATBEPKAAETCS MOBbIWEHUEM
3KCKPELMU oy-aHTUTPUNCUHA C PEeKanuaMU 1 Hannvmem
TMCTONIOMMYECKUX MPUBHAKOB KOoJUTa.

[0BONbHO pPeaKo y GO0MbHbIX MMKOreHo3oM Ib moxeT
pa3BuBaTbCA TEpPMUHaNbHas MnoyevyHas HEAOCTATOYHOCTb,
M B 3TUX Cllydaax HeobxoauMa TpaHCnNaHTauus MOYKM.
Y 3TUX NaLUMEHTOB NOBbILWEHA TaKXe YacToTa BCTPe4YaeMocTm
ayTOMMMYHHbIX NMOPaXXeHUN LWNTOBULHOW enes3bl U T’MnoTu-
peosa, npu aToM Ans 60MbHbIX IMMKOreHo30M la natonorus
LLINTOBMAHOWM }enesbl HexapakTepHa [26-29].

I'b Il TMna. KnuHmnyeckn 60ne3Hb NposiBASIETCA B MEPUO-
[le HOBOPOXAEHHOCTW UK B PaHHEM AETCTBE M XxapaKTepu-
3yeTcs renatoMerannen, runornMKkemMmen, QUCIMnMaemMmen,
rMNoCTaTypoMn M B HEKOTOPbIX Cly4asx — HebOoJbKM OTCTa-
BaHWEM B YMCTBEHHOM pPa3BUTUU. CUMNTOMbI MOpaXKeHUs
MYCKyNnaTypbl MOrYyT OGHapYy»UTbCA BMECTE C HapyLlEeHUEM
®OYHKUMOHANbHOIO COCTOSAHMSA MEYEHU UM Yepes A0Jroe Bpe-
M$ Mocie NCYE3HOBEHUSA MEYEHOYHbIX CUMMNTOMOB, WK Xe
nocne KynupoBaHWs MocneaHux B AeTcTBe. B He6Gonblon
rpynne nauMeHTOB MblleYHbIE CUMNTOMbI AUarHOCTUPOBau
TONbKO BO B3POC/IOM COCTOSIHUM B OTCYTCTBME MHDOPMaLUK
0 KaKMUX-TM60 M3MEHEHUsAX NeYyeHn B AeTCTBE U Nnoclenyto-
e Km3Hu. OB6bIYHO BbIPAXXEHHOCTb CMMNTOMATUKK nopa-
EHWS NMeYeHW yMeHbluaeTcs C BO3PacTOM M MOMHOCTbIO
oTCcyTCTBYET B noctnybeprtaTe. KpalHe peaKo MUMeeT MecTo
nporpeccupyloLLee nopaxeHne nevyeHu BnIOTb 4O LUppo3a
W renatouetoNsapHoOn KapumMHombl. MeaneHHo nporpeccu-
pylolas MblleyHas cnabocTb, He3Ha4YUTENbHAs B AETCKOM
BO3pacTe, 3a4acTylo BbIXOAUT Ha NEPBbIV MaH y B3POC/bIX,
60NbHbIX MKKoreHo3oM llla, HapacTaeT runotTpodusa MbiLLy
[WCTaNbHbIX OTAENIOB KOHeYyHocTel. TakKe y 60/blIMHCTBA
naLuneHTOB C MIMKOreHo3o0M llla B pa3HoK cTeneHun nopaxa-
eTcs cepaeyvHo-cocyamcTasa cuctema — ot IKI-npusHakoB
eNnyao4yKoBoW rMnepTpodun A0 BblpaxKeHHOW Kapauome-
ranavmu. Y Takumx naumeHToB MOryT UMeTb MEeCTO aHOMasuu
NMUEBOro cKeneta (BAaB/liEHHas nepeHocuua M LWUPOKUN
B3AEPHYTbIM KOHYMK HOCa, CNnaboBbliparKeHHble CKaTbl HOCA,
[yroo6pasHbi POT C TOHKOM KpacHOM KanMOWM, a TaKKe rny-
60KO nocaxeHHble rnasa). Y 605bHbIX rMkoreHo3om lll Tuna
BCTPEYaAlOTCA XPOHUYECKME OTWUTbl UKW peuuauBupylowme
CUHYCUTbI. HeKkoTopble 60MbHble ¢ rnKoreHosom Il nona-
[JaloT B rpynny BbICOKOrO puUCKa pa3BMUTMS OCTEONOpPo3a,
4YTO, B CBOIO O4Yepeb, MOXET ABMAATbCA CNEeACTBMEM NaKTa-
Tauunaosa v runoroHagmMsmMa.

Moparkenne mblw npu B Il Tna (T.H. MeTabonnyeckas
MuonaTus) NpPosiBASETCS FeHepann30BaHHOM TMMNOTOHUEN
MbllWL, € nocraegylowum GopMUpPoOBaAHMEM aMMOTpodUye-
CKOro CUMMNTOMOKOMMIEKCa B CKeNeTHOM MycKynaType,
COMPOBOXAAOLWMMCS OGbICTPbIM YraCaHMeM CYXOXMUbHbIX
W nepuocTanbHbix pednexkcoB. OCOGEHHOCTbIO CUHAPOMA
Nopa)KeHns MblWL, Npyu AaHHOM 3aboJfieBaHUK sBAseTCA
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KNWHUYECKUE PEKOMEHOALIUUA

coYyeTaHMe 3TUX U3MEHEHWH C OrpaHUY4EeHUEM MOLBUKHO-
CTV NMO3BOHOYHWKA, HAaNOMUHAKOWKUM MO KIMHUYECKUM MPO-
ABJIEHUAM aHKWMNO3MPYIOWKIA CNoHAMN0apTpo3 (60N1e3Hb
bexTtepeBa). OgHaKoO, B OT/IMYME OT HEro, PeHTreHonorunye-
CKMe Npu3HaKu 3aToro 3aboneBaHus npu ramkoreHose Il Tuna
OTCYTCTBYIOT. HapacTaHue aABUraTefibHbIX PacCTPOMCTB Mea-
neHHoe. O6bI4HO 60NbHbIE JOXMBAIOT A0 3PENOoro Bo3pacta.
MoparkeHne noyvek npu ' Il TMNa npoaBnseTcs peHanbHbIM
Ty6ynsipHbIM aumaosom [16, 17, 30].

I'b IV Tvna. KnnHnyeckune npmsHaku rnkoreHosa IV tmuna
KpanHe pa3Ho06pa3Hbl BBMAY OOLIMPHOrO CNeKTpa NoTeH-
LManbHO rnopaxkaemMblx TKaHen. Takoe pasnunyve B deHo-
TUMUYECKUX MPOABJIEHUAX MOMXeT OblTb 06YC/IOBNEHO
cylllecTBOBaHMeEM TKaHecneundunyHbix n3odopm aeduunT-
Horo depmeHTa. B HacToslwee Bpems BblAensoT cleny-
owme Gopmbl 3aboneBaHUA: KilacCuyeckasa nevyeHoyHas,
Henporpeccupytolas nedyeHovHas, datanbHasa nepuHaTanb-
Has HEepPBHO-MbllIeYHas, BPOXKAEHHAA HEPBHO-MbIEYHas,
[leTCKas HepBHO-MblleYHas, B3pocnas HepBHO-MbllleYHas
C U3onnpoBaHHOM muonatuen [31, 32].

Pe6eHoK, 60/1bHOM KNacCUYEeCKOM nevYeHo4YHon dopmon
rnvkoreHosa IV, npu poXAeHnn HUYEM He OT/IMYaeTCs OT 370-
poBOro HoBoOpOXAeHHoro. OaHako 60ne3Hb 6bICTPO MpPo-
rpeccupyeT v NpUBOAWUT K Pa3BUTUIO LIMPPO3a MEYEHUN YKe
B paHHeMm [eTcTBe, BMNOCNeACTBUM ObICTPO pa3BuBaeTcs
rnevyeHo4yHas HeJOCTaTO4YHOCTb, KOTOpas NPUBOAUT K CMEPTH
B Bo3pacTte 3-5 net. Y Takux AeTen AMarHOCTUPYIOT MIOXYyo
npubaBKy Maccbl Tena, renatocrnieHoOMeranuio U LMppos3
neyeHu yxke B nepsble 18 mec XU3HU. KpalHe pefKo neyve-
Ho4YHas dpopma nporpeccupyeT MeaseHHO UK He MPorpeccu-
pyeT BoBce. Y 60/bHbIX Henporpeccupyowen GopmMon MoxeT
ObITb OGHapyXeHa renaTtocn/ieHoMeraans U HeaHa4yuTebHoe
NoBblLIEHWE COAEPIKaHUSA TPaHCaMWHa3 B CbIBOPOTKE KPOBM.
O6bIlYHO Yy TaKMX AeTen He OTMevyaeTcsl HapyleHus pocTa
W Pa3BUTUS, CO BPEMEHEM KOHLIEHTPaALMKN NeYEeHOYHbIX dhep-
MEHTOB MOTYT BEPHYTbCSA K HOPMasibHbIM 3HA4YEHUSM.

[Mpy noparKeHWn HECKOJIbKUX CUCTEM MPUHATO rOBO-
pUTb 0 covyeTaHHon dopme b IV TMna, NpuM3HaKM KOTOPOM
BK/OYaloT B cebs nepudepmnyecKkyto MMonatuio ¢ pasBu-
TUEM KapanMomMuonaTum unn 6e3 Hee, a TaKkxKe HenponaTuto
M uMppo3 nevyeHun. CuMNTOMbl 3abonEBaHUA MOryT MNpo-
ABUTbCS KaK B HEOHaTa/lbHOM Nnepuoje, Tak U y B3POC/biX.
HenpoMmblweyHble U3MEHeHUs noapasfensioT Ha 4 rpynnbl,
B 3aBUCMMOCTU OT BPEMEHU UX BO3HUKHOBEHUA. Y peTew
C nepuHatanbHoM (baTanbHon) popmon 60ne3HU, KoTopas
MOXET MOCAYXUTb MPUYNHON BOASHKM MI0Aa M BOASHKM
060/104€K NI0AHOro Ny3bIps, HEPEAKO pa3BMBaETCH apTpo-
rpMno3 KOHe4yHoCTeW BcneactBuMe akuvHe3uu. lpu obHa-
PYyXEeHUn y matepu BO Bpemsd 6epeMeHHOCTU KUCTO3HOW
rTMrpoMbl B LIEWKE MaTKM MOXHO npejnosiaratb NOTEHUM-
allbHYl0 BEPOSATHOCTb PA3BUTUS AaHHOW NaTonormm y pebeH-
Ka. Y 60/bHbIX C COYETAHHON GOPMOW BbISBASIOT FTMMOTOHUIO,
runopedneKkcuto, KapauoMmonaTtuio, yrHeTeHue AObiXxaHus
M nopaxeHue HEepBHOW CUCTEMbI Ha ypOBHE HENPOHOB.
[loparkeHne neyeHn HeTsKenoe U He MPUBOAWUT K pa3Bu-
TUIO UMpPpPO3a U NeYEeHOYHOW HeJoCTaTOMHOCTU. JleTanbHbIN
ncxoA B HeOHaTaslbHOM Mepuoe Hen3bexeH.

KNMHUYECKMMKU CMMNTOMaMKU OETCKOW HEWPOMbILEYHOM
dopmbl 60M1€3HN ABASAIOTCA MMOMNATUS M KapauvoMuonaTtus,
KOTOpble MOryT BO3HWKaTb B nto60M Bo3pacTe [33]. MepBble
NPWU3HaKKU NaTonorMn — HENEPEHOCUMOCTb GU3UYECKUX Harpy-
30K, OofbllUKa Npy GU3M4YECKOM HaNpPsaKEHUU U 3aCTonHas cep-
[le4yHas HeoCTaTO4HOCTb B 3anyleHHbIX cnyyasx. B natonoru-
YECKMM MpoLLecC MOXET OblTb BOBJIEYEHA TONBbKO MbllleYHas
TKaHb, NPW 3TOM YPOBHWU CbIBOPOTOYHOM KpeaTUHWHKWMHA3bI
MOryT OocTaBaTbCs B NpeAenax HopMasbHbIX 3HAYEHUN.

B3pocnaa ¢opma 60ne3HM npegcraBnsger cobon M30-
JIMPOBAHHYIO MUOMATUIO UK MONUIIIOKO3aHOBYIO 60J1€3Hb

(60ne3Hb JTadopbl). CUMNTOMbI MOTYT HanoOMKUHATb TaKOBble
NpY MbllEYHON AUCTPOPUM: NPOrpeccupyrolee HapylleHue
MOXOAKM M cNnaboCTb MPOKCHMMAasbHbLIX OTAENO0B KOHEYHO-
cTen (6onblwe B pyKax, 4em B Horax). [opakatotcs Bepx-
HUA U HUKHUWA MOTOPHblE HEMPOHbLI. 3aboneBaHue MOXET
NposiBUTLCS B BUAE MMpaMWUAHOro TeTpanapesa, nepude-
pUYecKown HemponaTuu, paHHEro HeMpPOreHHoOro MO4YeBOro
ny3bIps, 3KCTPaANMPaMMUAHbIX CUMNTOMOB, CYA0POTr U KOMHM-
TUBHbIX HApyLWEHWI, MPUBOASLLMX K Pa3BUTUIO IEMEHLINN.

['b VI Tuna. 3aboneBaHne NposiBASETCA B paHHEM AeT-
CKOM BO3pacTe B Bue rernatomMeranunu u 3afepxKu pocTa.
O6blYHO MNpoTeKaeT AO6POKAYECTBEHHO, C AOCTUMKEHUEM
CTOMKOM peEMWUCCUMM CMMMNTOMOB MO Mepe pocTa pebeHKa.
KnnHnyecKaa KapTMHa 3aBUCUT OT CTEMEHM BblpaXeHHOCTH
TMNOrMKEMUUK, KOoTopas Mpu gaHHOWM dopme naTosiormu
MOXET ObITb IETKON UK CPeaHeTsKeNon. M3 rnaBHbIX CUM-
nNTOMOB 60ONe3HW: 3afepKa pocTa, 3HaduTenbHasa rena-
ToMeranus. Mpu HEKOTOPbIX MyTauMsaX COXpaHAeTCs pe3u-
fyanbHas aKTUBHOCTb depMeHTa, M Y TaKuMX NauuMeHTOoB
605e3Hb NpoTeKaeT nerye [34].

b IXa Tvna gBnseTcsas OAHOM M3 cambiX MATKUX GOpm
rMMKOreHo3a M cxofHa MO CBOEMy TeyeHuto ¢ Tunom VI.
KnuHnyeckune npossneHus oboux nogtunos (IXal, 1Xa2)
MOEHTUYHbBI U BKJKOYAIOT renaTtomeranuio, 3afepxKy pocta
M MOTOPHOIO Pa3BUTUS, TMNOTOHKMIO. CnieHoMeranus, ump-
PO3 NeYeHHU, «<KYKOSIbHOE» INLL0, OCTEOMNOPO3, HEBPOOTMYe-
CKMe NMopaXKeHusl, NOBbILEHWE YPOBHS CbIBOPOTOYHOIO NaK-
TaTa, MeTabo/IMYeCKMU aunao3 U MoYeyHO-KaHalbLeBbIn
aunao3 y AaHHbIX NaLMEHTOB BbIABASIOT YpE3BblYaNHO pej-
Ko. C BO3pacToM TaKxe NocTeneHHo UcyesaloT MMeloLLmecs
KJIMHUYECKME NPUBHAKU U HOPMANnU3YyTCa BUOXMMUYECKUE
nokazartenu. 3aboneBaHne xapakTepuayeTcs Ao6poKaye-
CTBEHHbIM TEYeHMEeM — 3a4acTylo Y B3POC/blX NaLMEHTOB
OTCYTCTBYET Kakas-1Mbo cumntomaTtuKa.

Mpu B IXb TMNa Knaccu4yecKue KAMHUYECKUEe MpU3Ha-
KWU: HU3KUM POCT, BblpaK€HHas renatomeranus, auapes,
MbllEeYHass FMNOTOHUS B COYETAHUW C SIErKOM MbllLEeYHON
cnabocCTbio.

b IXc pe6loTupyeT B AETCKOM BO3pacTe U XapaKTepwu-
3yeTcs renatomMerasavMen ¢ HapyweHneM QyHKUMU NeYveHw,
MbILLIEYHON FMMOTOHUEN, 3alePXKKON pocTa. B 6onbluMHCTBE
clly4aeB CO BpPEMEHEM BbIPAXEHHOCTb 3TUX CUMMNTOMOB
YMEHbLUAEeTCs, 04HAKO Y HEKOTOPbIX 60/IbHbIX UMEETCS BbICO-
KWUIN pUCK pa3BuThs Grbpo3a 1 Lunppo3a nevenu [34, 35].

OAUATHOCTUKA

[wnarHo3 I'b cnegyet 3anofo3puTb y NauMeHTa ¢ xapak-
TEPHbIM BHELIHUM BMAOM: «KYKONbHOE» NINLIO, YBENTUYEHHbIN
B pa3Mepax }MBOT, BblparkeHHaa renatomeranus. K ocHoB-
HbIM NnabopaTopHbIM NMPOABAEHUAM OTHOCHATCH: TMMOMUKe-
MUS, MeTaboNMiecKknin naktTaTauuaos, CUHAPOM LMTONU3a,
XonecTtas v runepannuaeMus. Hecmotps Ha 06LIHOCTb NaTo-
reHe3a Bcex ¢opm b, Tem He mMeHee, NpU KaxaoMm Tune
oTMevaeTcs AedeKT pasHbix GEePMEHTOB, YTO MOXET OTpa-
aTbCs Ha XapaKTepe TeyeHUs 60n1e3Hu.

Ha ocHOBaHWKW KIMHUKO-NabopaTOpHOro M MHCTPYMEH-
TanbHOro o6c¢cneaoBaHns NoATBEPKAAETCS (MM UCKtOYaEeTCs)
BO3MOXHOCTb Hanuuus y peberHka 'b. OkoH4aTenbHas Bepu-
$duKauma b npoBOAMTCS C MOMOLLbID MONEKYNAPHO-TeHe-
TUYECKOro uccnenoBaHusa B pedepeHcHoM PenepanbHOM
LeHTpe. MNnaH BeaeHns NaumMeHToB C rMUKOreHoBow 60/1e3HbI0
npeacTaBneH B NPUNOKEHUN 2.

XANOBbl U AHAMHE3

Mpu c6ope aHamHe3a M ¥anob crnegyeT 06paTuTb BHU-
MaHuWe Ha Hanuyue:
° yBe/lMYEeHUs B pa3Mepax XKUBOTa;
°  3MNU30[0B CYLOPOT;



e cnabocTtu;

® OBbIWEHHON YTOMISEMOCTH;

°  61eJHOCTU KOXHbIX MOKPOBOB;

®  OBbIWEHHON NOTANBOCTH;

° 3anaxa «aueTtoHa 130 pTay;

° Tpemopa KOHeYyHOoCTewl;

° OBbIWEHHOro YyBCTBA rON0Aa;

° TOBbIWEHHONW pa3AparKMTEIbHOCTU HaTOLWaK;
6€3 NPUYUHbI;

® TPYAHOCTM NpoOBYyXAEeHUS (0COBEHHO MOC/AE HOYHOro
CHa);

® HOCOBbIX KDOBOTEYEHUM;

° 3a[lepXKKKU pocTa.

nnava

®U3UKAJIBHOE OBCJ/IEAOBAHUE
Mpn du3nKanbHOM ocmoTpe cneayet o6paTuTb BHUMA-

HWe Ha Hanu4yue:

®  ©O0/bLIOro, BbICTYNAIOWErO XMUBOTA;

®  JIOKaNbHOro OT/IOXKEHUSA NMOAKOXHOW XMPOBOW KJieTyar-
KW, NPEUMYLLECTBEHHO Ha LWWeKax («KYKONbHOE» nuLo),
rpyau, aroguuax, 6egpax;

° Bblpa)XeHHOW renaTomeranuu;

® OTCTaBaHu{ B POCTE;

° runotpoduu;

®  KOXHbIX KCAHTOM Ha NIOKTSX, KOJIEeHsX, aroguuax, egpax.

JIABOPATOPHASl AUATHOCTUKA
o KnuHMYecKnMW aHanu3 KpoBM Hal3HavyaeTcs MnauueHTam

¢ B ¢ uenblo KOHTPONA YPOBHSA HENTPODUNOB (y NauueH-

ToB ¢ ['b Ib TMNa oTmevaeTcsa abconoTHas HEMTPONEHUS:

MeHee 1000 KneToK/mn) U CBOEBPEMEHHON AMArHOCTHK-

KW aHEeMUU.

e KAWHWYECKMW aHann3 Mouu Yy naumeHtoB ¢ B moxeTt
BbIIBUTb CHWXEHWE YAEe/bHOr0 Beca MOYM, MPOTEeUHY-
puio, reMaTypuio, NeNKOLMTYpHUIO [2].

KommeHTapuii: [Iporpeccupyroliee nopaxxeHue rnovyeKk
npu I'b | TMNa npossasgeTcsi BO3HUKHOBEHUMEM MUKPOasb-
OYMUHYpUM C OCAEAYIOWUM HapacTaHUueM MnpoTeUHypumn
U CHMXEHMEM CKOPOCTH KJ1IY6OYKOBOW (uIbTpaLmMm BrioTb
[0 GOpPMUPOBaHNS XPOHUYECKOM MOYEYHOM HE[OCTaTO4YHO-
cTu. Ha poHe pa3Butusa Hegponntnasa u HegppoKaabLMHO3a
MOryT OTMeyYaThbCs reMatypusi, MHQEKLMM MOYEBbLIBOASALYNX
nyten [12]. MNMopaxxeHune novek npu b Il TMNa nposiBaseTcs
peHasibHbIM Ty6y/1sIpHbIM aungo3om [5].

e Bcem naumeHtam ¢ ['b noka3aHo npoBegeHue 6uO-
XMMUYECKOro aHasn3a KpPOBW, BKJYatowWwero crneay-
lolWMe noKasaTenu: roKo3a, ajsaHWHaMUHOTPaHC-
depasa (ANlT), acnaptatamuHoTpaHcdepasda (ACT),
naktat (MONnoYHas Kucnota), ramma-raytaMuaTpaHc-
depaza (ITT), wenoyHas docdartaza (LLUP), obwunn
6eNoK, XOJIeCTEPUH, TPUTIULEPUABLI, KPEeaTUHWUH,
MoYeBasi Kucnota, 6unupybuH, NakTatgerngporeHasa
(nAr), kpeatnHdocdorkmHaza (KPK) (mo nokazaHuam:
npu HaanM4yMm/MOJO3PEHUN Ha Kapauonatonoruieo —
uccnefoBaHne YpPOBHSA/aKTUBHOCTU U30bepMeEHTOB
KpeaTMHKWHAa3bl B KPOBU), 3NIEKTPONNTDI (Kanum, HaTpuu,
o6Wwmn Kanbummn, docdop, marHuin) [2, 36].
KommeHntapun: [unornimkemuns (0,6-3,0 mmosb/n),

yalye 6ecCMMNTOMHas MU C CyoporaMu, TSXKe biM naKkTar-

aymaosom (3,0-10,0 MMOAb/7), BOSHMKAET Mpu Masenluem
rosiojaHun M npu oTCYTCTBUU CBOEBPEMEHHOHN BepupuKa-

Unn guarHosa U jedyeHus npuBoANT K CMepPTU B BO3pacTte

ot 1 go 3 net. Kpome T0ro, B CbiBOPOTKE KPOBM OTMEYaeT-

CS MOBbIWEHNE KOHLUEHTPaLUMu TPUrnnLepuaoB («xuie3Has»

CbIBOPOTKA), 06LLEro X0necTepmHa, a TaKKe IMNornpoTeMHOB

04YeHb HU3Kow naoTHocTu (JINOHI), nunonpoTeMHOB HU3-

Ko niotHocTu (JITTHI). TaKxxe oTmedaeTcs runepypuKkemMus,

MOBbILLIEHNE CbIBOPOTOYHbIX KOHLeHTpauui AJIT, ACT, LL®,

ITT, 714r [22, 36]. Y pgete#t ¢ I'b lll TMNna ¢ BoBAEYEHM-

eM B naTo/IorM4ecKuil npoyecc Mbllll, KpoMe yKa3aHHbIX

U3MEHEHUM, 4acTO AMarHOCTUPYIOT OBbILLEHNE CbIBOPO-

TOYHOM KOHUeHTpauun KPK B nokoe [29]. Y naumeHTOB

¢ ' VI u IX TMnoB oTMeYatoTes aHal0rmyHble 1abopaTopHble

M3MEHEHMUS, BbIParKEHHOCTb KOTOPbIX 3HAYMUTEIbHO MEHbLLIE

M Kynupyetcs ¢ Bo3pacToM (06bIHHO B ryb6epTaTHOM nepuo-

ae) [34]. KoHueHTpauus ritoKo3bl B CbIBOPOTKE KPOBM 06bIY-

Ho HopmasibHa npu b IV Tnna [32].

e [lpn npoBeAeHWM MUCCNefoBaHUA KPOBM Ha KWUCNOT-
HO-LLEN0YHOE COCTOAHWE Yy pada OOJbHbIX BbISBASIOT
MeTabonmyecknin aumaos (pH kpoBu a0 7,34 v HuXKe),
KOTOPbIN YXyAllaeT COCTOosiHWEe OGONbHOro W NPUBOAUT
K AeKoMmMeHcalmu ¢ pa3BUTMEM PEeCcnMpaToOpHOro Auc-
Tpecc-CUHApOMa npu 3aboneBaHUAX BEPXHUX AblxaTelb-
HbIX NyTen [2, 36].

e T[lpu npoBeaeHun uccnefoBaHUA remoctasa (Koaryno-
rpamMmma) y nauyMeHToB CO CHUXKEHHOM bGYHKUMEN NedveHun
MOXET 0TMEYaTbCs CHUMXEHUE NPOTPOMOUHOBOIO UHAEK-
ca (MMTU) n noBblIlEHNE MEXAYHAPOAHOrO HOPMann3o-
BaHHOro OTHOLIEHUS [2, 36].

e [lpoBeaeHne 72-4acoBOro HENPEPbIBHOrO MOHUTOPMPO-
BaHMWA [IOKO3bl HEO6XOANMMO AN BbISBNEHWUS CKPbITbIX
TMNOrMMKEMUIN, 0COBEHHO B HOYHOE BpPEMS, T.K. OAHO-
KpaTHbIX XaOTU4YHbIX U3MEPEHWUN KOHLIEHTpauuu riio-
KO3bl B KPOBM C MOMOLLbIO MIOKOMETpa 4YacTo OblBaeT
HegocTaTo4YHo [2, 36].

* PeKomMeHAOBaHO UcCnefoBaHWE [TMKEMUYECKOro MNpo-
dbunga Npu NepBMYHON rocnuTann3daunn ang Bepuduka-
UMK OnarHosa — C [NIIOKO30M (M1IOKO30TONIepPaHTHbIM
TecT), fanee — C NULLEBOK Harpy3kon (Mpu gMHamuye-
CKOM HabnoaeHun) [2].

° Y nauMeHToB C ajeHoOMamu MnevyeHu NpPoBOAMUTCH onpe-
JeneHne KoHueHTpauum anbda-peronpotemHa B CbiBO-
POTKE KPOBU AN1 UCKNIOYEHUS MaNUrH1M3alL M1 npolecca
[2, 37, 38].

e [ns BepuduKaumuM guarHo3a peKomMeHAoBaHO MnpoBe-
JeHne MONeKynapHO-reHeTUY4EeCKOro uccnefoBaHus.
B HacTosiwiee Bpems pa3paboTaHbl METOAbl MOSHOMO
CEKBEHUPOBAHWA FEeHOB, MyTaluuU B KOTOPbIX OTBET-
CTBEHHbI 3@ pa3BuThe pa3nuyHbix TMnos b [4, 16, 19].

WHCTPYMEHTAJ/IbHAAA AUATHOCTUKA
° YnbTpadByKoBoe uccnegoBaHus (Y3W) opraHoB 6ptowl-
HOM MONOCTM MPOBOAMTCH C LIENbIO OLLEHKU pa3MepoB
NevyeHn 1 COCTOAHMNS ee NnapeHxmumsl [2].
KommeHTapun: npu Y31 y Bcex 60/bHbIX OTMeYyaeTcs
3HauYuTeNIbHOE YBEIMYEHUE 06enX JOeN NMeYEeHU, B 0COOEH-
HOCTH neBow. lapeHxuma nevyeHn runepaxoreHHa, CTPyK-
Typa ee XxapaKTtepudyetcs AnMdOy3HOH HEOAHOPOAHOCTbIO
3a CYET MHOXKECTBEHHbIX MEJIKMUX TMNEeP3IXOreHHbIX 3XOCHI-
HaJl0B ¢ paBHOMEPHbLIM pacrpeaeseHmemM no Bcemy o6bemy
napeHxumsbl. OTMevaeTcsl TaKKe 0c/1abieHne MPOXOXKAEHUS
yNbTpa3Byka B BUAE CHMXKEHMUS YETKOCTM M3006parKeHus
ANCTaNlbHbIX y4acTKOB napeHxumbl ot 1/4 o 1/2 no rny-
6uHe opraHa. 9Ta 0COBGEHHOCTb 3XOrPapUYecKon KapTUHbI
06bI4HO Hanbosiee BbipaxeHa npu | Tune ' no cpaBHEHMIO
c lll, VI, IX tnnamn. OQHOBPEMEHHO MMEET MeCTo 0b6ej-
HEHMe COCYAMCTOro PUCYHKa MedYyeHu: BU3Yyaln3upyroTcs
eaMHNYHbIe, TOHKNE, TOPU30HTa/IbHO HanpaB/IeHHbIE neye-
HOYHbl€ BEHbl C POBHbLIM KOHTYPOM; MPaKTUYECKU OTCYT-
CTBYET PUCYHOK MEJIKUX BETBEN BOPOTHOM BEHbI. B peagkmx
c/yqasx BMU3YaNM3NPYHTCS afeHOMbl MNe4YeHn (eAMHWYHbIE
WM MHOXXECTBEHHbIE), OT/IMYAKLMECS] CTPYKTYPHbIM pa3Ho-
06pasnemM — rnrno3XoreHHble ¢ runepaxoreHHbIM 0604KOM
WM TUNEepP3IXOreHHble C aH3XoreHHbIM 0604KOM. MHorga
oTMeYaeTcsi HebOo/blIoe YBeIUYEHNEe pPa3MepoB Ce/le3eH-
Kn 6€3 U3MEHEHMUIN ee MapeHXUMbl U COCYAUCTOro PUCYH-
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KNWHUYECKUE PEKOMEHOALIUUA

Ka. Mpu Hanndmm ymnppo3a neveHun (L) Bu3yannsupyoTcs

HEPOBHbINA KOHTYP MEYEHU, MHOKECTBEHHbIE y3/1bl Pa3/iny-

HOM 9XOreHHOCTHU B rapeHXMme opraHa, paclumpeHue ama-

METPOB CTBOJIOB BOPOTHOM M CE/I€3EHOYHOM BEH.

e T[lpu npoBegeHmn Y3UN nodyek y naumneHtos ¢ b | Tuna
OTMeYaloTca yBEeNUYeEHUEe WX pa3MepoB, YTOJLLEHME
napeHXMMbl M MNOBbIIEHWE 3XOME€HHOCTU KOPKOBOMO
cnosi; cobupatenbHasa cuctema novYek 6e3 0CobeHHOoC-
Ten [12, 39].

e Y naumeHtoB ¢ b Il n IV TMNOB BbLIABASIOT pasnuny-
Hble MOpaKeHUs OpraHoB CepAeYHO-COCYAUCTOW CHUC-
TeMbl — oT JKI-NpM3HaAKOB enyJ04KOBOW rMNepTpo-
du1K 00 BbIpaXKEHHOW KapanMomeranuu, Kapamodmnbposa
M cepaedyHon HepocTaTovHocTu [5, 32, 33]. B cBa3u
C 3TUM PEKOMEHAOBAHO NPOBEAEHUE 3XOKapauorpapuu
(3x0-KT') n anekTpokapaunorpadpum (AKI).

e [N OUEHKM COCTOSHUS CTPYKTYPbI NeveHn y aeten ¢ I'b
peKoMeHA0BaHO MNpoBeAeHWe HEWHBA3WBHOM TPaH3U-
eHTHOoM anactorpadun neyvenu (TaM) [2].
KommeHTapuii: Y nayneHtos ¢ b otmeyaroTcs ¢pubpo-

TU4ECKNE M3MEHEHMNS Pa3IMYHON CTEMNEHN BbIPaXKEHHOCTH

Bn10Tb 40 ¢opmupoBanHus LI BaxHo otmeTntb, 4yTo TIll

03BOJISIET BbISIBUTb CTPYKTYPHbIE U3MEHEHWS NMEYEHU arKe

rpu OTCYTCTBMM 1a60PaTOPHbLIX N3MEHEHUH.

e [lpoBefeHne peHTreHorpadun KOCTenm KUcTen y noga-
BASOWeEro yncna ageten ¢ 'b BbiIABASET OTCTaBaHWe
KOCTHOro Bo3pacTa OT nacnopTHoro [2].

e [IByxaHepretMyeckass peHTreHoBcKas abcopbluome-
TpYa (AEHCUTOMETPUS) NOSICHUYHOIO OTAeNa NO3BOHOY-
HWKa BbISBNSET CHUXXEHWE MUHEPaSbHON MAOTHOCTHU
KOCTHOM TKaHu (MIKT).

KommeHTapui: Pesynbtatel AEHCUTOMETPUM HEOO-
XOAMMO MHTEePrpPeTnpoBaTb B COMOCTaB/IEHUM C KOCTHbLIM
BO3pacTom.

e [1nf yTOYHEHWs pa3MepoB M OLEHKW KapTUHbI NapeH-
XWUMbl MEeYeHU, a TaKxe npu HeobxoaumocTu audde-
peHuManbHOM AMarHocTUKM TuNoB 3aboneBaHus
(Ha MOMEHT MOCTaHOBKM AMarHo3a) pPeKOMeHA0BaHO
npoBeJeHME KOMMbIOTEPHOM TomMorpadum MM mar-
HWTHO-PE30HAHCHON ToMorpadumn opraHoB OGPHOLWHOM
nonoctu. B AMHamuKke 3TU MccnenoBaHMs NPOBOASATCSA
C LieNbl0 OLIEHKW PEHTreHOBCKOW NMNOTHOCTH, BbiBNE-
HUS Y3N10B pereHepalmm, a Takxe Haan4yusa M CocTosi-
HUS ageHoM neyveHu [2].

KommeHTapun: 06wumi KT-npuaHak a18 BCeX TUIMOB
b6 — npenmyLecTBEHHOE yBEIUYEHME JIEBOM O MEeYEeHN
M MHAeKca | cermeHTa, a TakKe n3MeHeHUe PeHTreHOBCKOM
MJIOTHOCTM MNapeHXUMbl MeYeHn B 3aBUCHMOCTM OT TuMna
3aboneBaHus. Tak, npu | Tune I'6 oTMeyaeTcs ee CHUXeHMe,
IM60 HopMmasbHble nokasatesnun, a npu I, VI n IX tnnax,
HaobopoT, 3Ha4YNTEIbHOE MOBbIlIEHME [2].

e 33o0daroractpogyogeHockonusa (3rAC) nposoamTtca
npW HanM4yMM COOTBETCTBYIOLLMX XKanob Man NpU3HaKoB
nopTanbHON rMnepTeH3un [2].

WHBbIE AUATHOCTUYECKME UCCJZIEAOBAHUSA
° B psge cnyyaes ¢ uenbto anddepeHunanbHom guarHoc-
TUKM W yTOYHEeHUs cTaaum Gubpo3a pPeKoMeHAO0BaHO
npoBefeHne NyHKLUMOHHON 6uoncum nevyeHm ¢ mopdono-
rM4ECKUM nccnenoBaHnem 6uontaTta [2].
KommeHTapumu: Oco6eHHOCTbI0O MOPGOJI0rM4EeCKOM Kap-
TUHbI NeYeHu Npu rMMKOreHoBow 60/1e3Hu la Tuna siBiseTcs
TUMMYHOE M3MEHEHWE renaToynTOB: OHU UMEIOT BUJ «PacTu-
TeJIbHbIX» KJIETOK, FPaHULbl UX YETKME, UMEIOT LUTaMIMoBaH-
HbI¥ BUA, ONTUYECKHU MYCTYIO UATOMIa3My, YaCcTo BaKyon3un-
pOBaHHOE 1 cMeLeHHoe K nepugepumn sapo. B yutoniaame
renatoynToB Habto4aeTcs I/blbyaToe pacrnpeseneHne rin-
KoreHa, 4acTo cKarn/imBaruerocs B 60/blNX KOJMYeCTBax.

[NMKoreH BbISIBNISIETCS HEPEAKO M B BaKyoJIN3MPOBaHHbIX
afpax renatoymToB. Hapsgy ¢ 3TUM OTMeYaeTCsl BblPaXKeH-
Has 6esikoBas (BM/OTb [O BaKyOJIbHOM), @ TaKXe MeJIKO-
M KpyMHOKanesabHas XupoBas ANCTPOdHs renatoynToB C UX
HEKPOBMO30M M HEKPO3OM. PEeTUKY/IMHOBbLIE M KOJ1areHo-
Bbl€ BOJIOKHa, pa3pacTasicb Ha MecTe rnbesin renatoLUmnTos,
006pa3syloT orpaHn4eHHble GUOPO3HbIE OYaXKKW B [OJIbKax;
HabaeTcs «Kanuanspusayusi» CUHYCoOMA0B C Nocefyro-
wen obantTepalmen mx npocBetTa. BocnaautesbHble U3Me-
HeHWsi IM60 OTCYTCTBYIOT, IMGO OTMEYaeTCsd He3Ha4YnTeslb-
Hasi, NPeuMyleCTBEHHO MOHOHYKAeapHas WHOUAbTpauus
ropTasibHbIX TPAKTOB, X GUOPO3MPOBaHNE C pa3pacTaHUeEM
COEAMHUTENIbHOM TKaHU U BHeAPEeHWeM CenT B napeHxumy
opraHa, 4TO BeJeT K MepecTporKe ero apXMTEeKTOHUKMW.

B0o3MOKHO pa3BUTHUE UMPPO3a C GOPMUPOBAHNEM «JTOIKHbIX»

re4YeHOYHbIX [JOEK.

Mpu B Il TMHNa MOPGOIOrMYeCKME U3MEHEHUS NEYeHU

B LI€JIOM CXOA4Hbl ¢ TakoBbiMW npu ' | TMna, ogHakKo

BblpaKeHHasi 6es1KoBasi AMCTPOUSA KIIETOK rnpeobiajaet

Haa »xuposon. O6bIYHO UMEETCS MepurnopTasbHbIA WU/Wan

cenTalibHbli pnbpo3s, a MHOrAa U MUKPOHOAYSAPHbIN LMPPO3

re4yeHu, 470, BO3MOXHO, CBSI3aHO C HaKOrJIeHNeM aHoMallb-

HOro KOPOTKOLIENOYEYHOIr0 rIMKOreHa.
lpn T'6 IV TMNa xapaKTepHbIM MOP@OI0rM4eCKUM Mpu-

3HaKOM SIBJIAETCA HaJjuyme B LMTONIa3Me renatoyuToB

CBET/I0-303UHOQUIbHBIX BKJ/IIOYEHUI OKPYr/ioM, OBaJlb-

HOM M 6060BMAHON OPMbI C OMTUHECKM MYCTbiM 060AKOM

no nepupepun, PAS-NO3UTUBHBIX, YCTOMYMBBLIX K aMmuiase

(T.H. rauKoreHoBble Tenbua). pu aToM Hambosiee 4acTo

OTMeYaeTcs LMppoTHMHECKass TpaHchopmaLmns MevyeHum.

[lpyn 91E€KTPOHHOM MUKPOCKOMMM OBHapYyXXUBatoT HaKorie-

HUEe aMWJIONEeKTUHOMNOAO6HOIro BeleCTBa KaK B HENpPOHax,

TaK M B MbILUIEYHbIX BOJIOKHaX.
lpu I'b VI n IX TMNOB rucTonaTo/sorMyecKkasl KapTuHa

rne4yeHu B LieJIOM cxofHa ¢ Takoo# ripu | v Il Tune 3abone-

BaHusA. OgHaKo 6esikoBasi AMCTPOPUS renaTtoynToB nNpeood-

JNlafaeT Hall XXMpPOBOM, a CTereHb UX BblIpaXKe€HHOCTHU HEBbI-

coKasi. 3apuKcupoBaHbl cay4an MHTEHCUBHOM MOPTaJsibHOM

N BHYTPUAOJIbKOBOW WMHQPUABTPALMN MEXYTOYHON TKaHu

rneyeHn MPEUMYLECTBEHHO JIMM@OUAHBIMU 37E€MEHTaMM.

d1nbpo3 06bI4HO YMEPEHHDIN, HO ONMUcaHbl CaydYau Lmppo3a

re4yeHun, ocobeHHo npwu IXc Tnne [40, 41].

* [IpoBeaeHWe npeHatanbHOM AMArHOCTUMKW PEKOMEH[O-
BaHO B CEMbSIX, rAe eCTb 60/IbHOM PEeBEHOK.
KommeHTapuu: npeHatanbHast agmarHoctuka b la tuna

BO3MOXHa MyTeM uccaefoBaHns buontata rneyeHu [io-

Aa (Ha cpoke 18-22 Hep) metogamu 3H3MMOANArHOCTUKM

u metogamu [JHK-aHanan3a.
lpeHaTtanbHasi auarHoctuka b Il TMna BO3MOXXHa

nytem onpeaesieHnss aKkTMBHOCTH ammuao-1,6-rnoKo3naassl

B KY/bType aMHUOUMTOB, Ky/abType M buontare XOopuoHa

n metogamu [JHK-aHanunza.
lMpeHaTanbHass auarHoctmka b IV Tuna BO3MOXKHa

nytem onpeaeneHns akTMBHOCTM amuno-1,4:1,6-rioKaH-

TpaHchepasbl B Ky/bType aMHMOUMUTOB, buontarte u Ky/bTy-

pe xopuoHa n metogamu [JHK-ananunza [1].

JNIEYMEHUE

Cneunduryeckoe neverHne 'b go HacToswero BpemMeHu
He pa3paboTaHo. OCHOBHbIM BWAOM NaTOreHeTUYecKowm
Tepanuu ABNSETCA PEXUM NUTAHUSA U ANEeTa, HanpaBieHHble
Ha npeaynpexaeHne n 6opbby C rMNOrMMKEMUEN, MeTabo-
JINYECKMM aLMA030M, KETO30M, rMnepannuaemMuent, Koppek-
LMIO HapyleHn GYHKLMOHANbHOIO0 COCTOSAHUS renatoounu-
apPHOM CUCTEMbI U XKENYAOYHO-KULLEYHOro TpaKTa.

Y4ntbiBas NOAMCUCTEMHOCTb MOPAXKEHNS, pPEKOMEHJ0Ba-
HO BefieHWe naumeHToB ¢ 'b MynbTUAMCUMNANHAPHOM KOMaH-
0OW, BK/KOYalollen neguartpa, ractpoaHTeponora, reHe-



TWKa, Auertonora, Hedponora, Kapauosnora, HespoJsiora,
remaTosnora, optornega, Xxupypra u MeanLMHCKOro ncmxoso-
ra. KoHcynbTaumMm yKasaHHbIX CreLumMannucToB Ha3HavaloTcs
B COOTBETCTBUM C KJIMHUYECKUMU NPOSBIEHUAMHU 3ab60neBa-
HWS MPY NEPBUYHON ANArHOCTUKE U AUHAMUYECKOM Habio-
OeHUn (MPY HaNMYUKU NoKa3aHum).

KOHCEPBATUBHOE JIEYEHME

Mpu ycnoBuu ajekBaTHOW AueToTepanun BO3MOXKHO
MWHUMWU3UPOBATb MeTabo/IMYECKNE HapyLIeHWs, CBA3aH-
Hble C Te4yeHneM 60/1e3HU, a TaKKe CHU3UTb PUCK Pa3BUTUSA
OTCPOYEHHbIX OCNOXHEHUN. COOTHOLWEHNE OCHOBHbIX NULLE-
BbIX BELWECTB B MUTAHUKW GOMbHbIX C Pa3NnyHbIMKU TUNaMK
rMMKOreHo3a OT/IMYHO OT TaKOBOr0 Y 340P0BbIX AETEN U3-3a
NOBbLILEHUS COAEPKAHUS YINEBOAOB M 6eflka U CHUKEHMS
L1011 }KMBOTHOT O XMpa.

e Bsuay ocobeHHOCTen MeTabonunama npu pasfinyHbIX
Buaax 'b pekomeHa0BaHO NpenMylLLLECTBEHHOE YBENN-
yeHue notpebneHuns yrnesoaos (I TUM) UIN UBOTHOIO
6enka (I, VI n IX Tunbl) [42, 43]. CHUXKEHME coaepKa-
HUS XKMpa B NeyebHblX AMeTax HanpaB/ieHO Ha Kop-
PEKLUMIO UMEIOLWMXCS HaPYLIEHUIA NUNUAHOrO o6MeHa.
K coxaneHnuto, abPeKTMBHOCTb AMETOTEpPanuM 3aya-
CTYIO CHM)EHa M3-3a TOro, YTo NauMeHTbl MOMpPOCTY
Hapyuwatot ee [44].

PekomeHaoBaHa, 0COBEHHO ANa NauueHToB ¢ | Tunom
B, opraHusaunsa Apo6HOro NUTaHUs ¢ paBHOMEPHbLIM pac-
npeaeneHnem nerkopacTBOPUMbIX YrIEBOAOB B TeyeHue
CyTOK [42, 43].

C 3TOM LEeNblo KOIMYECTBO NPMEMOB MULLM YBENNYMBAIOT
[0 6-8 pa3 B [eHb (BK/AOYas paHHUM 3aBTpaK B 6:00-—
7:00 v no3aHumM yxunH B 22:00), 4TOo NOo3BONSET NOAAEPHKM-
BaTb HOPMOTJIUKEMMIO.

[Mpr KOHLEHTPALMK MIOKO3bl HUXe 2,5 MMonb/Nn gonon-
HUTENIbHO BBOAAT 1—2 HOYHbIX KOPMAEHMUS.

e PeKkomMeHJOBaHO Ha3Ha4YeHWEe CbIPOro KyKypy3HOro
Kpaxmana, UMelolero CBOMCTBO MEAJIEHHO M Henpe-
PbIBHO paclennaTbCs Nog AeNcTBMEM NaHKpeaTuye-
CKOM amMuiasbl A0 M1OKO3bl, YTO NO3BOAAET 060ONTUCH
6€3 4acToro KpyriioCyTo4HOro Kopmienus [42].

B cBS3K ¢ 0COGEHHOCTAMM MOMEKYNSPHOrO CTPOEHUS
YCBOEHME [MIIOKO3bl M3 KYKYPYy3HOro Kpaxmana Bbllle, YeMm
13 KapTodenbHoro. MNepsble NOMbITKM UCMOAb30BaHUSA CbipO-
ro KYKypy3HOro Kpaxmana npeanpuHumartoT K KoHuy 1-ro roaa
W3HU pebeHKa. Kpaxman cmewwuBaloT ¢ Bogow, 6e3nak-
TO3HbIMW/6e3Caxapo3HbIMM CMECSMU, COEBLIM MOJIOKOM
WK C APYTMMKU HanNUTKaMu, He CofiepKallMMK caxapa, KoTo-
pble nonyyaet pebeHoK. s mnageHUeB U AeTer paHHero
BO3pacTa LeneBas fo3a KyKypy3HOro kpaxmana coctaBnser
nopsiaka 1,6 r/Kr (Kaxable 3—4 4, BK/o4Yasg HOYHOW Npuem),
a Ans NaLMeHToB, JOCTUTLMX LKOMbHOMO BO3pacTa, OHa BO3-
pactaet ao 1,7-2,5 r/Kr (Kaxable 4—6 4) [42, 45].

[MpyMeHeHWe Kpaxmana no3BOAfeT AOCTUYb YyAOBAET-
BOPUTENbHOM KOHLEHTPALMK [MIIOKO3bl B KPOBM U Moaaep-
MBaTb €e B CpelHeM Ha npoTsxeHun 4,25 4 (amanas3oH
oT 2,5 A0 6 y). MNpn OCyLLECTBNEHUM PETYNSAPHOr0 KOHTPONS
FMUKEMUU MOXKET CHU3WUTBCSA CTEMEHb BOBIEYEHHOCTH MOYEK
B NaTO/IOrMYECKNI NpoLiecc.

Mpwu gnetotepanuu I'b TakKe onucaHo NPUMEHEHUE HEOO-
paboTaHHOr0 MOAMDULMPOBAHHOIO KYKYpPYy3HOro Kpaxmana:
Mcnonb3oBaHWe ero B agnete B fose 2,0 r/Kr (CMewaHHoro
C BOAOM) COMPOBOXAAN0Cb y 60ONbIMHCTBA HabnogaeMbix
naumeHToB ¢ la, Ib u Il Tunamu I'b goctmkeHnem Gonbluen
NPOJOIKMTENBHOCTU HOPMOIMKEMUN U 6Gonee Gnaronpw-
ATHOrO MEeTab0/IMY4ECKOro KOHTPONS (N0 CPaBHEHUIO C NPU-
MEeHEHMEM TPaAMLIMOHHOIO KYKypy3HOro Kpaxmana) [46].

Mpu gnetoTepanuun rMUKOreHO30B PEKOMEHLOBAHO CO-
6nogeHne onpeaeneHHoro pexumma nutanua [42]. MepBbin

npuveM NuLK, Kak NpaBmno, HasdHavaT Ha 5:00-6:00 yTpa,

OH MOXEeT COCTOSTb M3 Kaluu, OTBapHOW Bepmulenu, 4yas

C T[/IIOKO30M, Janee cneaylT OCHOBHOM M 2-W 3aBTpak,

obef, NONAHUK, yXUH. NocnegHni npuem nNuLLmM NpuxoanTcs

Ha 22:00-23:00, cocToUT rnaBHbIM 06pa3om M3 Kedwupa

n 06e3xmpeHHoro TBopora. B 0:00 n npn Heo6x0aAMMOCTH

HOYbIO AaloT KYKYPY3HbIM Kpaxmarl.

CpeaHecyTo4YHble HOPMbl MOTPEGHOCTM B MULLEBBIX
BellecTBax M 3HEpPruu feTer € 4acTo BCTpevatowuMmucs
Tunamu ' npeacTaBneHbl B NPUAOKEHUN 3.

* B cBSI34 CO CKIIOHHOCTbIO 60/IbHbIX [MTMKOTEHO30M K pas-
BMTUIO auMAo3a M runepfiaktaTeMMnM pPeKoMeHAOBaHO
orpaHuyvMBaTb WMAM MOJIHOCTbIO MCKOYATb M3 paLMoHa
caxapoasy (nuweBown caxap), GPYKTO3y U ranaktosy, T.K.
3TW caxapa y naumeHToB ¢ ['b paclwennsaoTcs He Ao rmio-
KO3bl, KaK y 310pOBbIX JIl0AEN, @ 0 NaKTaTa, YTO MOXET
ycyrybnaTb naktataumnaos [42, 45]. CoaeprkaHue nerko-
ycBOsieMbIX yrneBogoB coctaBnser 5-20% ot obuwero
CYyTOYHOIO KO/MMYeCTBa YrNeBOAOB MWLM, MpeuMylle-
CTBEHHO 3a CYeT MKo3bl — B cpeaHeM 40-80 r rio-
KO3bl B CYTKM.

B cBA3M C BblpaXeHHbIMWU HapyweHUaIMU GYHKLUK
nevyeHn 1 xenyeotaeneHmsa 60MbHbIM ¢ B pekoMeHaoBaHO
HasHa4vaTb anety N2 5 no leB3Hepy, JIMWLEHHYI0 3KCTPaK-
TUBHbIX BELLECTB, NPOAYKTOB, 60ratbiX 3GMPHLIMU MaciaMu
N OPraHMYeCKMMU KWUCI0TaMM, HMUPHbIX, OCTPbIX U MPSAHbIX
6nt04, npunpas [42]. PEKOMEHA0BAHO UCKJIIOYMTb KUPOBbIE
NPOAYKTbI (CAMBOYHOE M TOMJIEHOE Macno, CMeTaHa, C/IMB-
KK), 6oraTbli X0NIECTEPUHOM ANYHBIN GE0K, KOHAUTEPCKME
N30ENNA C KPEMOM, MATKYIO CAOOHYIO BbIMEYKY.

PekomeHA0BaHO OrpaHMyinBaTh MM UCKJIKOYaTb NPOAYK-
Tbl, cogepxalime GpPyKTO3y M rafakToly: NuLLEBON caxap,
LleNlbHOEe MOJIOKO M ero npou3BOAHbIE, COAEpKaLLne MOIoY-
HblM caxap (naKTo3y), GPYKThbl (CBEXWE W CYLIEHbIE), KOp-
HennoAbl, WNWHAT, UaBe/b, BCE CNagKkue KOHAUTEpPCKue
n3aenus, N10A00BOLWHbIE KOHLEHTPUPOBAHHbIE COKK, PPYK-
TOBble BOAbl, Me[, BapeHbe, CUPOMbl, KOHOETHI, a TaKxe
HEKOTOpble MeAMKaMeHTbI, coaepraluune caxap [42, 45].

[ns npegynpexaeHns pasBuTmua KeToaunao3a peKoMeH-
[OBaHO UCKJ/IIOYUTb NPOAYKThI, 60oratble cpeaHeLenoYyeyHbil-
MU TpUrnMuepmuaamm (KOKOCOBOE Macso, HEKOTOpble CreLm-
annM3npoBaHHbIE CMECH ANS dHTepanbHOro nNuTanus) [42].

PekoMeHAoBaHbl HEXWPHblE cOpTa Msca U pbibbl, BCe
KPYynbl, MaKapoHHble W3Aenus, siM4HbIn 6enoK, MOOKO,
Kedup, MOrypTbl HUPHOCTbO He 6onee 1,5%, 06e3Xu-
PEHHbIN TBOPOI, HEOCTPbIA Cbip XUpHOCTblO 5-10%, noa-
CYWEHHbIN MWeHUYHbIn XJ1e6, Cyxue Hecnagkue ranetol,
CNafocTu, NPUroTOBEHHbIE Ha [OK03e, GPYKTbl U OBO-
WK, coaepxKaline cpaBHUTENbHO HEBONbLIOE KOMNYECTBO
GPYKTO3bl (IMMOH, 3eneHble 96/10KW, KNIOKBa, 3eMNSHUKA,
obnenuxa, Kaptodenb), BCe BWAbl KanycTbl (6en10KO4YaH-
HYIO — YMEPEHHO), OrypLibl, TOMaTtbl (OrpaHUYEHHO), TbIKBA,
KabayoK, NaTUCCOHbl, 6aKnaxaHbl, NyK-NMopen, oropoaHas
3e/leHb (orpaHWM4yeHHo), GPYKTOBblE COKM, pa3baBsieHHble
Ha 1/2 Kuns4yeHOM BOAOW, HEKPENKKUM YaK, oTBapbl U MOp-
Cbl, MPUrOTOBNEHHbIE M3 pa3pelieHHbIX PPYKTOB M Arof
C fo6GaBNeHWeM T/IOKO3bl, pacTUTeNlbHOe Macso (MoAcos-
HEeYHoe, KYKYpy3HOe, JIbHSHOE, COeBOE, ParncoBOoe, ThiIKBEH-
Hoe) B KonnyecTBe 3—4 YaiHbIX JIOXKEK B AeHb (406aBNATb
HernocpeacTBEHHO B 6/104a) [42, 45].

Oetam ¢ | Tunom ' pekomeH[oBaHO NPUMEHEHUE HU3-
KO- U 6e3N1aKTO3HbIX CMecel Ana nNuTaHusa geten 1-ro roga
W3HU Ha MOJIOYHOM M COEBOM OCHOBE, CMECEN AN JHTe-
pPanbHOro MUTaHUS, JIMWEHHbIX NaKTO3bl U HE cofeprKallnx
cpeaHeuenoYeyHbix Tpuramuepmnaos [42, 45].

MpuHUKMNbI neyebHoro nutanus npu b Il TMINa pekomMeH-
[I0BaHbl TaKMe e, Kak npu 60ne3Hu Tuna |, HoO NOCKONbKY
TEHAEHUMS K FTMMNOrIMKEMUU MEHEE BbipaxeHa, To ANs noa-

w
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[JepXaHns HOPManbHOIO COAEPXKaHUSA TNIOKO3bl B KPOBWU
B HOYHOE Bpems AOCTaTOYHO UCMONb30BaHUSA CbIPOTO KYKY-
py3Horo kpaxmana [42, 43]. Takum 06pa3oMm, AneTa npu ru-
KoreHo3e Tuna lll MeHee pecTpUKTMBHA, M OrpaHUyeHus
caxapa npu Hew 3a4acTylo He TpebytoTca. Paspelwaetcs
TaKXe NpUMeHeHWe B paLMoHe NUTaHUS FPyAHOro MOJIOKa,
CTaHAapTHbIX ero 3ameHUTeNnen uiv CMecew C NoBbIWEHHbIM
cogepraHuem 6enka. NocKoNbKy nuuieBble 6ENKK cnyXKaTt
MUCTOYHUKOM aMUHOKMUCIIOT, ABASOWMXCA cybCcTpaToM rio-
KOHeoreHesa, ux notpebneHme cnocobCTBYET YMEHbLIEHUIO
YyrneBOAHOM Harpy3ku (NOTeHuUMaNbHO NPUBOAALLEN K pas-
BUTUIO TUNOITIMKEMUU U NaKTaTaumnposa), a npu lll Tune —
N yNy4LlWeHUIo Mbllle4YHOro obMeHa 6esKa.

[locTosiHHOE WHTparacTpalibHOe NUTaHUE MNPUMEHSIOT
B HOYHOE BPEMS M OCYLLECTBASAIOT NyTem 30HLOBOroO BBe-
[eHWsa nuTaTenbHbiXx cmecen. C aHaNorMyHoOM Lenblo MoryT
MCNONb30BaTbCA PacTBOPbI MIOKO3bl (MPU YCNOBUU Mea-
NIEHHOTO M KOHTPOAMPYEMOro MOCTYMNEHUS B OpPraHu3m)
[42, 44]. UIHTEHCUBHOCTb MOCTYMN/IEHUS NUTATENIbHOW CMECHK
onpenenseTca CKOPOCTbio GU3MONOTMYECKOW MPOAYKLUMHK
rNIOKO3bl MEYEHbIO: B M1aleH4eCKOM BO3pacTe OHa CoCTaB-
naet npumepHo 8—-10 Mr rOKO3bl/KI B MUH.

lMpumMeHeHne BWTAaMWHOB, MWHeEpasbHbIX BeLECTB
M BUTaMUHHO-MWHEPANbHbIX KOMMJIEKCOB O6YCN0BNEHO
npenMMyLecTBEHHO AePULUTAPHOCTLIO PECTPUKTUBHbLIX AUET
no psiay MMKPOHYTPMEHTOB (0cOB6eHHO Mnpu | Tune 3aboneBa-
HUs) [36, 42]. LlenecoobpasHoCTb MPUMEHEHNS TEX UM UHbIX
BMTaMMHHbIX MpenapaToB, NULLEBbIX JOOABOK C COAEPKaHK-
€M MUHepasibHbiIX BELLECTB WM BUTAMUHHO-MUHEPASbHbIX
KOMMNEKCOB OnpeaenseTtcs nevyalimm Bpayom.

B KoMMNneKCcHOM nevyeHnn 06MeHHbIX HapylweHun npu b
peKomMeH0BaHO BBeJeHWe KOKapboKcunasbl, Cnoco6CTBY-
olen obpasoBaHuto auunn-KoA [36, 42].

Mpu pednunTe KapHUTUHA PEKOMEeHAOBaHa 3aMecTu-
TenbHasa Tepanus NeBOKapHUTUHOM.

Mpu BTOPUYHBLIX OCNOXHeHUsX b (BTopuyHble Tybyno-
naTuu, Ne4yeHoYHble U GunnapHole JUCOYHKLMK U OP.) PEKO-
MeHAOBaHa KoppeKuusa TyOynspHbIX pacCTPOMCTB, OCTEOMNO-
po3a, YCTpaHeHMEe 3aCTOMHbIX ABIEHUIA B XKENYHOM My3bipe
(PEKOMEHAOBAHO MPUMEHEHUE KENYErOHHbIX MpenapaTos,
NnoBbILLIEHWE 3BaKyaTOPHOM OYHKLMK KENYHOro ny3bips),
PEKOMEHLOBaAHO Ha3Ha4yeHWe renaTonpoTEKTOPOB, NMMO-
TpOnHbIX BellecTs [36, 45].

[Mpn BO3HMKHOBEHMN METabONMYECKOr0o aLunao3a peKo-
MEHJOBaHO Ha3HayeHWe LLeNoYHbIX PacTBOPOB: HaTpUS
rmapokap6oHaTa 1-2 MMOb/KI/CyT B 4 npuema wiv uutpa-
Ta Kalusa Mo4 KOHTPONEM aHaivM3a KUCNOTHO-LENOYHOro
CcoCTOSAHMUSA KpoBu (5-10 MEA Kaxable 8—12 v) [2].

C aHTMNPOTEMHYPUYECKON LieNnblo U Ans NpeaoTBpalle-
HUS yxyaweHus byHKUMKM NOoYEeK PeKOMEHAOBAaHO MCMNOSb-
30BaHWE MHIMOUTOPOB aHIMOTEH3UHNpPEBpPaLLatouero dep-
MeHTa (3Hananpwn, IM3UHONPKUI, pamunpun) [12].

lMpy pa3BuUTUM TUNEPYPUKEMUM PEKOMEHAOBAHO MNpU-
MeHATb annonypuHon (10 mr/kr/cyT, B 3 npuema) [6].

Ecnu KoHueHTpauumsa TpUrimuepuaoB B CbIBOPOTKE KPO-
BM coxpaHsieTcs Bbile 10 MMONb/N, HECMOTPSA Ha AMETO-
Tepanuio, peKoMeHJ0BaHO Ha3HayeHue npenapaTtos, CHU-
alLWKnX MX YpOBEHb (HMKOTMHOBAs Kucnota, dubpaThbl
(beHodubpart)), 4TO6bl YMEHBLWWUTL PUCK Pa3BUTUA Xone-
nMTMasa U naHkpeatuTa. [aHHaa Tepanus npumeHsnachb
B OCHOBHOM Y B3pPOC/bIX NaLUeHToB [2, 36, 45].

[Mpy HENTPOMNEHUN PEKOMEHAOBAHO Ha3HaYeHUe PEKOM-
OUHAHTHOrO rPaHyNoOUMTapHOro KONOHUECTUMYNUPYIOLWEro
daxTopa yenoseka [[-KCP] [26, 27, 47]. Ucnonb3oBaHue
[-KC® npu 'b T1na Ib No3BONSET BOCCTAHOBUTL QYHKLMU
KpaCHOro KOCTHOro MO3ra, CKOPPeKTMpoBaTb HenTpone-
HWIO, CHWU3UTb CTEMNeHb TAXECTU OaKTepuanbHbiX UHOEK-
UMK, BOCManUTESNIbHbIX M3MEHEHUN KULWeYHWKa W MeTa-

60NMYECKUX HapPyLIEHWN, YAYYLWIMB TEM CaMbiM MPOrHO3
3aboneBaHua. AnutenbHaa Tepanusa -KCP npoBoauTcs
B 003€e 5 MKI/KI Macchbl Tefla Ha MHbEKLMIO A0 2—3 BBeae-
HWUIM B Hegento [26, 27]. MNauneHTam, nofyyalowmnm neyeHne
[-KC®, pekomeHaoBaH TUaTeNbHbIA MOHUTOPUHI pa3mMepa
ceneseHkn (cnneHomeranus), KIMHUYECKUX MNapameTpoB
KpPOBU (TPOMOGOLIMTOMEHMS) U MIOTHOCTU KOCTEN (OCTEeO-
nopo3s), a TaKXKe perynapHoe HabnwaeHue y remartonora
M OHKONOra (KapunHoma nouek) [2, 47].

PekoMeHA0BaHO Ha3HavyeHWe MNPOM3BOAHLIX aMUHO-
cannuMnoBOM KWUCNOTbl (MecanasunH) nNpu nevyeHun Bocna-
NUTENbHbIX 3a60eBaHUN KULIEYHMKA, YacTO B COYEeTaHWUu
¢ -KC®. MioKoOKOpTUKOMUAHAa Tepanus npu fe4eHuu BOC-
nanuTenbHblX 3ab0NeBaHUM KUWEYHWKa He PEKOMEHAOo-
BaHa, y4uTbiBas CTEPOMA-UHAYLMPYEMbIA TNUKOMEHONN3,
BO3MOMXHOCTb YCYyry6neHus naktaTauugosa W runepamnu-
aemun. lNpumeHeHne MMMYHOCYNpPeccaHToB (METOTpeKcar,
a3aTMONPUH U MEPKaNTOMYPWH) TaKKe He PEKOMEH0BaHO,
TaK KaK COMNpoBOXAaeTCHd PUCKOM M36bITOYHON UMMYHOCY-
NPEecCcun U yCUNEHUS HENTPOMNEHNM Y MALIMEHTOB C FIMKOre-
Ho30M Tuna lb. JleyeHne aganumymabom (PEKOMOUHAHTHbIE
yenoBeyeckne aHtutena K GakTopy HeKpo3a onyxonen)
He pekoMeHaoBaHo. MmeeTca ny6nnKauusa o NpUMeEHEHUN
[laHHOro npenapaTta y OAHOro nauMeHTa C [TIMKOreHO30M
Tvna Ib, meBLIEero BocnanuteNnbHoe 3abofieBaHUe Kulley-
HWKa, pedppaKTepHoe K CTaHJapTHOM lIeKapCTBEHHON Tepa-
nMW, aBTOPbl KOHCTaATUMPOBANW MONOKUTENbHbIN 3DDEKT.
OfHaKo peKoMeHZauuu Mo PyTMHHOMY MPUMEHEHUIO aja-
nMMmyMaba B TaKoW CUTyal MK B HacToslee BpeMs B LIEIOM
HeNnb3s cyMTaTb 060CHOBAHHbIMMK [27, 37, 48].

XUPYPIrM4YECKOE JIEMEHME
YpesBbl4alHO BarKEH BOMPOC MOArOTOBKM MNaLMEHTOB
¢ 'b K onepaTuBHbIM BMellaTenbcTBaMm. Mepea npoBeaeHNEM

KaKnx-mMbo XMPYPruyecKMx MaHUNynsaumMmn y Takux naumMeHToB

Heo6X0AMMO HOpMananM30BaTb NOKa3aTeNn CBEPTbIBAEMOCTH

KPOBM (CKOPOCTb arperauun TpoMOOLMTOB) MOCPEACTBOM

NPOAOCIKMUTENBHOIO NMUTaHWUSA Yepe3 Ha30racTpasbHbii 30HA

(HenpepblBHO B TeyeHue 1 Hed) waM NOCPeacTBOM BHY-

TPUBEHHON MHOY3UKM TNIOKO3bl B TevyeHne 24-48 4. B go-

1 nocneonepawumMoHHOM Nepuoae KparHe BaXeH perynspHbIn

KOHTPO/Ib YPOBHS [/IOKO3bl U NlaKTaTa B KpoBW. Tepanus

[LMa30KCHAOM B HW3KOM A03e MO3BOASET NPOAINTb HOPMO-

FMUKEMUYECKUI NEepPUOA MNOche MNPUMHATUS MULLKM, a TaKKe

MOET CHU3UTb YPOBEHb TOLLLAKOBOr0 lakTaTaLmnao3a v yCKo-

pWUTb BOCCTAHOBJ/IEHME B NOC/IEONEPALMOHHOM NEPHOE.

° B psge cnyyaes npu TSKeNbix NOPaxKeHUAX NevYeHn (Lmp-
P03 C OCNOXKHEHUAMM) PEKOMEHAOBAHa OpTOTONUYECKas
TpaHcnnaHTauusa nevenu (OTM) [49, 50].
fBnasacb eagMHCTBEHHO 3G dEKTUBHLIM CNOCOB0OM paau-

KanbHOro fle4yeHus Taxenbix daTanbHbiXx 3aboneBaHun

NeyYeHn, yCrnewHo NpUMeHseTcs B neauMaTpmMyYeckon npak-

Tuke. Mpu rankoreHosax nokazanusa K OTI ycTaHaBAuBatloT

npu Haan4yMM LUMPPO3a MNEYEHU W ero OC/IOKHEHWW, Hau-

6onee 4acto BO3HMKatowmx npu Il n IV Tunax 3a6onesa-

HUA. B HacTosilee BpemMs onbIT BbinonHeHus OTI y geTen

C MIMKOreHOo3aMu BeCcbMa OrpaHuyeH, Mo3TOMy peayabTaThl

XUPYPTrUYECKOr0 JIeYEHU HEOAHO3HayHbl. TeM He MeHee

TpaHcnaaHTauusa nevyeHu npu 6 NO3BONSET CKOPPEKTUPO-

BaTb BCe OMOXMMMYECKME HapyLUEHWs, BKIOYaAs FMNOru-

KEMWIO, CBSAI3aHHbIE C NOPaXeHWEM OpraHa, O4HaKo 40 CUX

nMop He ICHO, CMOCOGHO /1M TaKoe onepaTMBHOE BMeLaTeb-

CTBO 3amMeaNiTb WMAW MNPefoTBPaTUTb MOPa*KeHWe MoYeK.

Mpu 3Tom OTI 06bIYHO HUKAK HE BAUSET HA NEPCUCTEHLIMUIO

HENTPOMNEHUN UK MPUBOANT MWL K BDEMEHHOW €€ KOPPEK-

umn. OcTaeTcs HeOoKal3aHHOW BO3MOXHOCTb MpenoTBpa-

WEHNS MPOrpeccMpoBaHUs MOpPa*KeHUs MneyeHwn, KoTopoe

MOXeT fake ycunmBaTbCs Ha GOHE MMMYHOCYNPECCUBHOM



Tepanuu nocne OTI. Cpean onMCaHHbIX OCNOXHEHWUIA BO3-
MOXHbl: XPOHWYECKOE OTTOPXEHME TpaHcMmnaHTaTa, NocT-
TpaHcdy3nMoHHbIM renatnt C, novyeyHas HeAOCTAaTOYHOCTb,
nogarpuyecKkuMi apTput U TPOMOGO3 BOPOTHOW BEHBI, Tpe-
6ytowmnin nostopHon OTI. Kpome TOro, nmetotca ceBeaeHus
0 TOM, 4YTO Yy MNaAUMEHTOB C MMKOreHo3aMn MOryT ObiTb
[LOCTUTHYTbI YAOBNETBOPUTESIbHbIE CPEAHECPOYHbIE UCXOAbI.
CywecTByeT TakXe MHeHue, 4To nepep nposeaeHnem OTI
BaHa TlaTeNbHas OLLEeHKa PUCKa M Mo/b3bl, OHa LEeNecoo-
6pa3Ha NnLb NPU BbICOKMX PUCKaX Ppa3BUTUSA renaTouensio-
JIAPHOMN KapLMHOMbI UK AMCHYHKLMKU neveHun. [pn Hanuyuum
NOKa3aHWW K TpaHcnfaHTauuM paccmaTpuBaeTcs Bapu-
aHT COYEeTaHHOW TpaHCMNaHTauuKu NeyYeHu W noyYeKk B Cy-
yae 0HOBPEMEHHOro HapylweHus GYHKLUMA 3TUX OpraHoB.;
B IUTEPATYPHbIX MCTOYHMKAX COO6LANOCh O HECKOJIbKUX
noAo6HbIX ycnewwHbIx cnyyasax [50, 51].

[Mpn neyeHnn ageHoOM neyYeHn peKoMeHJoBaH NepcoHa-
NIN3UPOBAHHbIM NOAXOA K KaXKAOMYy KOHKPETHOMY MauneHTy
[52]. leyeHne apgeHOM ocTaeTcss aMNUpUYecKuM. MoryT
ObITb MPUMEHEHbI BbIXKMAATENbHAsA TaKTUKa WU XMpYypruye-
CKOe BMeLWaTtenbCTBO. Y 60MbHbIX MUMKOreHo30oMm |b moxeTt
BO3HWKHYTb HEOOXOAMMOCTb B MPOBEAEHMM TpaHCNNaHTa-
LMW NeYeHn 4na NpeaoTBpalleHns ManurHmsanmm neyeHoy-
HbIX afleHOM, a TaKXe B C/lydae BO3HUKHOBEHUS TAMKENON,
pedpaKTepHOW K le4eHunto runornnkeMmnu [52].

PeKkomeHgoBaHa 4YpecKoXKHasi yaapHO-BOAHOBas /IUTO-
TPUNCHKS MU XMPYPrUYECKOoe NeveHne Npu HedpoKanbLMHO-
3e U HebponuThasze (Mo nokaszaHuam) [12, 13].
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MpunoxxeHue 2. MnaH BeeHUS NauneHTa ¢ IMUKOreHoBoM 60/1e3HbI0

Attachement 2. Management plan of the patient with glycogen storage disease

06sa3aTeNbHOE NMPU KAXXAOM AUCNAHCEPHOM
npueme o6cnepoBaHue

Yacrtota npoBeaeHus

AHTpOMOMETPUS (POCT, Macca, pacyeT Macco-pOCTOBOrO COOTHOLLEHUS)

1 pa3 B 3 mec

O6LWmi (KNMHUYECKUI) aHann3 KPOBMW pa3BEPHYTHLIN

1 pa3 B 3 MeC (4ONONHUTENBHO NPU XPOHUYECKON
HenTponeHuu u ee neverHun I-KCP)

06K (KNTMHUYECKUI) aHaNN3 MOYH

1 pa3 B 3 mec

KOHTPONb MUKeMUK (MccriejoBaHne YPOBHS MIOKO3bl B KPOBM)

1 pa3 B 3 Mec (4ONOSIHUTENbHO NPY 060CTPEHUH,
Ha poHe MHTEePKYPPEHTHbIX 3a601eBaHUI)

KOHTPONb KUCNOTHO-OCHOBHOIO COCTOSIHUSA (MCCefOBaHME YPOBHS
6ydepHbIX BEWECTB B KPOBK)

1 pa3 B 3 Mec (4OMONHUTENbHO NPU 060CTPEHUN,
Ha GOoHe MHTEPKYPPEHTHbIX 3a601eBaHNI)

Buoxumuyeckuin aHanua kposwu (ANT, ACT, I'TT, LLL®, nakTaT, 06wwmi
6enoK, XoNecTePUH, TPUMULEPHUbI, MOYEBAS KUCNOTA, GUANPYOUH,
K®K, NAT, rnioKo3a, 3NeKTPoNuTbl)

1 pa3 B 3 Mec (JONONHUTENBbHO NPK 060CTPEHMMU,
Ha GOHe MHTEPKYPPEHTHBIX 3a60NeBaHUN)

06a3aTenbHoOE exerogHoe o6¢ciefoBaHUe B CTallMoOHape

YacTtota npoBeaeHus

Koarynorpamma

1 pasBrog

[MMKeMnyeckun npodunb (NP1 NEPBUYHOM rocnNUTanM3aLmm ans
BepudUKaLmm AnarHo3a — C [1I0KO30M, Aanee — C NULLEBOW Harpy3Komn)

1 pa3Broa

OnpefgeneHune cogepiaHns a-heTonpoTenHa B CbIBOPOTKE KPOBHU

1 pa3s B roj (Mpv HannM4mMn ageHom neyenn — 1 pa3 B 3—6 mec)

MccnepoBaHue CyTOYHOM 9KCKPELMM COJTEN C MOYOW,

KanbLMN-KpeaTUHUHOBbLIN KO3 PULUMEHT 1passroa
AHanu3 moyu no Agamc—KaKkoBcKomy 1 pasBroa
YnbTpa3ByKOBOE UCCNeL0BaHWeE OpraHoB 6PIOLWHOM NONOCTH, MOYEK, 1 paseron
cepaua

dubpoanacrtorpadus nevyeHu 1 pasBrojg

KomnbtoTepHas Tomorpadus unmM MarHMTHO-pe3oHaHcHas Tomorpadus
OpraHoB GPIOLWHOM MOSIOCTH (MO MOKa3aHUAM)

1 pa3s B roa (Mpv HanM4mMn ageHom neyeHn — 1 pa3 B 3—6 Mec)

330daroracTpofyoaeHOCKONUS (MO NOKa3aHUsaM) 1 pasBroj
OCcTe01IEHCUTOMETPUS MOSICHUYHOMO OTAENA NO3BOHOYHUKA 1 pa3Broa
AneKTpoKapanMorpamma 1 pasBrog

Mpwu exxerogHom 06¢neiOBaHUK B OTAENEHUM BbINOHAKOT BCE UCCNEA0BaHMS, OCYLLECTBASEMbIE NPU KaXKAOM amBynaTtopHOM npueme.
Kpome Toro, LONOAHUTENbHO MO NOKa3aHUAM NPOBOASAT PEHTIEeHO0rMYecKoe nccnegoBaHne opraHoB rpyaHOM KNIETKKU, KOCTEN KUCTEN,
aneKTpoaHuedanorpaMmy, NyHKLUOHHYIO 6MOMNCUIO MeYEeHU ¢ MOPDONOrMYeCcKMM UccnegoBaHmem 6uonTtaTta, NPOBOAAT KOHCYbTaL MK
pa3nnyHbIMU cneurannucTaMmu (AMETONOr, Kapamonor, Hedposor, remaTonor, HeBpoor, xupypr, JIOP-Bpay, opTonea, 3HAOKPUHONOT,
annepronor, CToMaTosior, BaKLIMHOOTN, NCUXO0OT, colmanbHbli paboTHUK) 1 Ap.

MpunoxxeHue 3. [10TPe6GHOCTb B OCHOBHbIX MULLEBbLIX BEWECTBAX M AHEPTUMN JeTew C MMKOreHoBOM 60ne3Hblo [46]

Attachement 3. Need in essential nutrition and energy for children with glycogen storage disease [46]

Bo3pacT, roabl
UHrpeamneHTbl A e o 11-13 14-17 i:::ﬁ;?:;ﬁ
M a M a
ukoreHoBas 6one3Hb | THNaA
Benku, r 64 82 98 114 104 124 108 17
Hwpsbl, r 28 36 43 50 46 55 48 17
Yrnesogbl, r 248 317 378 443 402 483 419 66
KanopunHocTb, KKan 1540 1971 2351 2749 2502 3000 2607 100
mukoreHoBasi 6one3Hb I, VIn IX THnos
Benku, r 75 96 115 134 122 146 127 20
Hwpsl, r 41 53 63 74 67 81 70 25
Yrnesoabl, r 207 261 315 368 337 402 349 55
KanopuiHocTb, KKan 1538 1957 2349 2746 2505 3000 2603 100
PusnonornyecKas Hopma
Benkn, r 53 68 77 90 82 98 90 14
Hupbl, © 53 68 79 92 84 100 90 31
Yrnesogasl, © 212 272 335 390 335 425 360 55
KanopuiHocTb, Kkan 1540 1970 2350 2750 2500 3000 2600 100
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