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ABTOpamu npejcTaBieHbl COBPEMEHHbIE 3MNAEMNOIOrMYECKNE JaHHbIE U 0COBEHHOCTM 3TMONaToreHe3a rIMKoreHoBoH
60/1€3HM, AaHbl KIIMHUYECKME XapaKTePUCTUKN Pa3JINYHbIX TUMOB AaHHON HO30/10rMu. B cOOTBETCTBMM C pa3paboTaHHbI-
MU KJIMHUYECKUMN PEKOMEHAAUMSMM NPUBEAEHbl CBEAEHUS 0 1a60paToOpPHO-MHCTPYMEHTAbHbIM U MOP®OI0rM4eCKUM
pu3HaKam riMKoreHoBo# 601E3HU y IETEH, a TaK)Ke 0 MeToAax Ie4eHUs [NIMKoreHoBown 601e3H1. BBuay MHOroobpasaus
K/IMHMYECKUX POPM ITIMKOreHO30B B CTaTbe MpeAcTaB/ieHa aKTyalslbHasi MHPopMaLms no TeM Tunam natoaormm, KOTopble
MPOTEKAIOT C MPEeNMYLLECTBEHHbIM MOPaXKEHNEM NEYEHM.

Knro4eBbie cnoBa: HapylueHns yrneBoAHOro obmMmeHa, 60/1€3HU HaKOMIEHUS rMKOreHa, rMMKOreHo3, KIMHUYECKMEe peKo-
MeHaaLmn, 1eTn
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ONPEAENIEHUE

uKoreHoBble 60/1€3HU (INIMKOreHo3bl) — 3a6oJie-
BaHUsA U3 rpynnbl HacJe[4CTBEHHbIX 60/1e3Hel 06MeHa
BeLljecTB, 06yC/10B/IeHHbIE HapyleHueM meTa6osmsma
rMKoreHa.

FukoreHoBasa GonesHb, TMN la (B la) (CMHOHMU-
Mbl: 60/1e3Hb GOH [UpKe, renaTopeHasnbHbl MMUKOreHO3,
renatoHedpoMeranbHbll FMUKOreHo3, AedUUMT FIIOKO30-
6-dochaTasbl) — 3aboneBaHne 06YCNOBNEHO HeaocTa-
TOYHOCTbIO MIOK030-6-pocdaTtasbl, HTO MPUBOAUT K HAKO-
NAEHUIO TNUKOreHa HOPMalbHOM CTPYKTYpbl B MeYeHw,
noYyKax M CAM3UCTON 060M04Ke KULeYHUKa. Tun Hacnego-
BaHWS — ayTOCOMHO-PELECCUBHbIN.

ukoreHoBas 6one3Hb, TUN Ib (I'b Ib) — 3a6oneBaHne
006yCN0BNEHO HEJOCTATOYHOCTLIO MUKPOCOManbHOIo TpaHce-
nopTHoro 6enka T, (TpaHcnoKasbl r1Ko30-6-Gocdarasbl)
M accouMMPOBaHO C U36LITOYHBIM HAKOMIEHWEM [NIMKOreHa
HOPMasibHON CTPYKTYpPbl B MEYEHW, MOYKax WU CAU3UCTOM
0060/104Ke KMWeYHUKa. Tun HacnegoBaHWs — ayTOCOMHO-
peueCcCUBHbIN.

ukoreHoBasa 6one3Hb, TMN Il (b Il) — GonesHb
Momne (CM. KJAWHMYECKME peKoMeHAauun «bonesHb
Momney).

ukoreHoBas 6one3Hb, TMn Il (B IllI) (CMHOHK-
Mbl: 60ne3Hb Kopu, 6one3Hb Popbca, NMMUTAEKCTPUHOS,
nebnunt amuno-1,6-rnioKko3naasbl, AedUUUT TUKOreH-
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aesetBslero depmeHTa «aebpaHyepa») — 3abonieBaHue
06YyC/IOB/IEHO HEAOCTAaTOYHOCTbIO MMKOreH-AEBETBALLETO
depMeHTa, npeacTaB/IEHHOro amuio-1,6-rawKo3naason
M 4-a-rmoKaHoTpaHchepason, U acCoLMUPOBAHO C HAKO-
NMIEHWEM TNIMKOTEHA aHOMasIbHOM CTPYKTYPbl C KOPOTKUMMU
60KOBbIMW BETBSIMM B MEYEHM U/MNK MbllLax. B 3aBucrnmo-
CTW OT @aKTUBHOCTW KaTaUTUYECKUX eANHULL, U TOKanu3aLmm
nebunumtHoro gpepmeHTta BbigenatoT 4 noatuna B 1l llla,
IlIb, Illc v llld. Tun HacnegoBaHUA — ayTOCOMHO-peLECCUB-
HbIN.

ukoreHoBaa 6Goneswb, TMn IV (B IV) (cuHo-
HUMbI: 60one3Hb AHAepceH, aeduunt amuno-1,4:1,6-
rnoKaHTpaHcdepasbl, AePULNUT FMUKOreH-BeTBallero dep-
MeHTa, aMWIONEKTMHO3) — 3aboneBaHWe 0O6YCNOBNEHO
HeJoCTaTOYHOCTbIO amuno-1,4:1,6-rnoKaHTpaHcdepassbl
(rMMKoreH-BeTBSLLEr0 GepMeHTa) M CONPOBOXKAAETCS HaKO-
N/IEHUEM [NIMKOreHa aHOMaslbHOW CTPYKTYPbl B PasfiMyHbIX
opraHax W TKaHaXx, BK/o4asa nevyeHb W Mblllbl. Tun Hacne-
[I0BaHUS — ayTOCOMHO-PELIECCUBHbIN.

ukoreHoBas 6one3Hb, TMn V (I'b V) (CMHOHWMBbI:
60ne3Hb Mak-Apana, HeIoCTaTOYHOCTb MblleYyHOM docdo-
punasbl) — 3a6oseBaHne 06yCNOBAEHO HEAOCTAaTOYHOCTbIO

MbILIEYHOW FNnKoreHdochopunasbl, NPUBOASLLEN K HAKO-
NJIEHUIO NIMKOreHa B MbllLUax. TUN HacneaoBaHUA — ayTo-
COMHO-PELIECCUBHBbIN.

ukoreHoBas 6one3Hb, Tn VI (6 VI) (CMHOHUMBI:
6one3Hb Xepca (Ipa), aeduumt docdopunasbl nevyeHun) —
3a6oneBaHMe 06YC/OBNIEHO HEAOCTATOYHOCTbIO MEeYEeHOou-
Hol ¢ocdopunasbl M accoLUMMPOBAHO C HAKOMIEHWEM
rMUKOreHa HopmasbHOM CTPYKTYpbl B NevyeHun. Tun Hacneno-
BaHWS — ayTOCOMHO-PELIECCUBHbIMN.

ukoreHoBasa 6one3Hb, TN IXal mn IXa2 (I'b 1Xal
u b 1Xa2) (cuHoHuM ans IXal: X-cuenieHHblM NeYyeHOYHbIN
IMUKOreHo3 Tvna |; cMHOHMM ang 1Xa2: X-cuenieHHbin neye-
HOYHbIN FMKOreHo3 Tuna ll) — 3aboneBaHne 06ycNoOBAEHO
HEA0CTaTOYHOCTbIO O,-CYObeanHULIbl KMHadbl dochopuna-
3bl (GOCHOKMHA3bI) NeYeHM U acCoLMUPOBAHO C MU36bITOY-
HbIM HaKOMMIEHWEM [NIMKOreHa B opraHe. Tun HacnenoBa-
HUS — X-CLIEMNNIEHHbIV PELIECCUBHbIN.

ukoreHoBasa 6one3Hb, TuN IXb (b IXb) (CMHOHMM:
AePUUNT MblleYHON/NevYeHOYHOM KnHa3bl dochopuiasbl
ayTOCOMHO-PELLECCUBHbIN) — 3aboneBaHne 00YC/OB/IEHO
HEeAOCTaTOYHOCTbIO B-CyGbeAnHULbI MblLEYHOM/Me4yeHou-
HOWM KuMHa3bl pocdopunasbl U acCOLMMPOBAHO C HaKome-
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Current Clinical Guidelines for the Management of Patients

with Glycogen Storage Disease

Glycogen storage disease refers to hereditary pathologies of carbohydrate metabolism, its cause is mutations of various genes
encoding enzymes responsible for the synthesis and breakdown of glycogen. Due to enzyme defects, excessive glycogen
deposition occurs in cells of various tissues, mainly in the liver and muscles. The authors present modern epidemiological data and
features of the etiopathogenesis of glycogen storage disease, and give clinical characteristics of various types of this nosology. In
accordance with the developed clinical guidelines, information is provided on laboratory, instrumental and morphological signs of
glycogen storage disease in children, as well as on methods of treatment of glycogen storage disease. Due to the variety of clinical
forms of glycogenosis, the article provides up-to-date information on three types of pathology that occur with predominant liver

damage.
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HUEM [NIMKOreHa B MeYEHU W MbllLax. TUN HacneaoBaHUsa —
ayTOCOMHO-PELIECCUBHbIN.

FnukoreHoBasa 6one3Hb, TMN IXc (FB 1Xc) (CMHOHUM:
HEeAOCTaTOYHOCTb TECTUKYNAPHOM/NeYeHOYHON M30bOopMbI
y-CyobeanHuLbl KnHasbl dochopunasbl) — 3abosieBaHue
06YyC/IOBNIEHO HEOCTATOYHOCTbIO TECTUKYNSPHON/nede-
HOYHOM N30dOPMbI Yy-Cy6beanHULbI KWHa3bl dpocdopuiassl
M acCoOUMMPOBAHO C HAKOMJEHWEM TNIMKOTeHa B MEYEHU
W MbllUax. Tun HacneaoBaHUS — ayTOCOMHO-PELLECCUBHbIN.

FmukoreHoBaa 6one3Hb, TMn IXd (FB IXd) (cuHo-
HUM: AedUUMT MbIWEYHOW KMHasbl dochopuaassbl
X-cuenneHHbl) — 3aboneBaHne 06yCNOBNEHO HeAOCTaTOu-
HOCTbIO a-CYyObeANHULbI MbILEYHOM KMHa3bl docdopurnassl,
NPUBOAALLEN K HAKOMEHUIO MIMKOreHa B CKENETHbIX MblLl-
uax. Tun HacnefoBaHUA — ayTOCOMHO-PELeCCUBHBIN.

FukoreHoBass 6one3Hb, TMNn X (B X) (CMHOHUM:
HEeAoCTaTOYHOCTb MblleyHon docdornmuepaTmytasbl) —
3aboneBaHne 0O6YCNOB/IEHO HEAOCTAaTOYHOCTbIO docdo-
rnuuepaTMyTasbl, NPUBOASALEN K HAKOMIEHWUIO TMKOreHa
B CKENETHbIX MblllUax. TUn HacnefoBaHUS — ayTOCOMHO-
pPELECCUBHbIN.

FnukoreHoBaa 6Gone3Hb, Tun Xl (FB Xl) (CMHOHUM:
aeduumT Mbllle4yHOW naKtataernaporeHasbl A) — 3abone-
BaHWe 06YC/IOBNEHO HEJ0CTAaTOYHOCTbIO NakTaTaernapore-
Ha3bl A B MMOLMTaXx, NPUBOASALLEN K HAKOMIEHUIO INIMKOreHa
B CKENETHbIX MblllUax. Tun HacnefoBaHUS — ayTOCOMHO-
pPELECCUBHbIN.

Cunapom ®daHKOHU — BuKens (CMHOHWMbI: renatope-
HaNbHbIA TJIMKOreHO3 C CUHAPOMOM PaHKOHM, TIMKOreHo3,
Tmn PaHKoOHW) — 3abosieBaHuMe 0O6YCNOBAEHO HedocTa-
TOYHOCTbIO TpaHcnopTepa [MOKO3bl 2, KOoTopas MpUBOAWT
K HaKOM/EHMIO TNIMKOreHa B MeYeHW M NoYKax. Tun Hacnemo-
BaHUS — ayTOCOMHO-PELECCHUBHbIN.

FukoreHoBas 6one3Hb, TN 0 (B 0) (CMHOHUMDbI:
arnMKoreHos, AedULNT NEYEHOUYHON MM MbILLEYHOM TIIMKO-
reHCUHTa3bl) — 3aboneBaHWe 06YCNOBNEHO HefOoCTaToY-
HOCTbIO TMIMKOMEHCHUHTA3bl B MEYEHU UM B MblliLLAX, KOTO-
pasi NPMBOANT K HApYLLIEHUIO CUHTESA [NIMKOTEHA B NEYEHMH,
MblllL@ax. B 3aBMCMMOCTM OT NoKanuMsaumm aeduLMTHOIO
depmMeHTa BbIAENAIOT MEYEHOYHYIO M MbIWEYHYIO GOPMbI
3a6oneBaHusA. Tun HacnegoBaHUA — ayTOCOMHO-pelec-
CUBHbIN.

bone3Hb HaKOM/JIeHUA MUKOreHa B ceppjue, BPOX-
AeHHasd, netanbHas (CMHOHWMbI: HEAOCTATOYHOCTb KMHA3bI
docdopunasbl cepaua, PRKAG2-cuHgpom) — 3aboneBaHune
06YyCNOBNEHO HEAOCTATOYHOCTbIO KMHa3bl docdopunasbl
B KapAnomuoLmMTax, NPUBOASLLIEN K HAKOMIEHMIO INIMKOreHa
B CepAeyvyHon Mbille. Tun HacnegoBaHWs — ayTOCOMHO-
JOMUWHAHTHbIN.

3TUOJIOFUA U NATONEHE3 3ABOJIEBAHUSA

uKkoreHoBaa 6one3Hb, TUN la

3aboneBaHne 06ycnoBneHo myTtauumsamu B reHe G6PC,
Koaupylowem [oKo30-6-pocdartasy, 4To NPUBOAUT K ee
HEel0CTaTO4YHOCTM B MEYEHM, MoYKax, CIAN3UCTON 060/104Ke
KULLEYHMKA, @ TaKKe B OCTPOBKAX B-KNETOK NOAXKENYLO4HOWM
*Kenesbl U KenyHoro ny3bips. leH KapTUpoBaH Ha ASIMHHOM
nne4ve 17-n XxpoMocoMmbl B noKyce 17q21.31 [1, 2].

[NoK030-6-pocdaTada KaTannuanupyeT KOHEYHYIO peak-
LMIO KaK TIOKOHeoreHesa, Tak M rMaponun3a rMKoreHa,
rMaponn3ys roKo30-6-pocdaT Ha MIOKO3Y U HeopraHu-
yeckun pocdart (Pi) n aBnasCb eAUMHCTBEHHBIM UCTOYHUKOM
ob6ecneyeHns opraHnama 60MbWKNMKU KOHUEHTpaUUaAMKU
rntoKo3bl. Hecnoco6HOCTbL opraHnM3ama 60/bHOro npeBpa-
TUTb MIOK030-6-docdaT B IMIOKO3Y BEAET K MMMNOTIMKEMUU
[aXKe Npu KPaTKOBPEMEHHOM rofiofaHMK U3-3a 6/0Kaabl
TMIMKOreHO/IM3a M TIIOKOHEOreHe3a M K HAaKOMJIEHUIO MNKO-

reHa B MeYeHu, NoYKax U CIM3UCTOM 060I0YKE KULLIEYHMKA,
npuMBoAs K AMCOYHKLUMM 3TUX opraHoB [1, 3]. HakonneHue
cyb6cTpaTa 6/10KMPOBaHHOM peaKLnu, rMioKo30-6-docdara,
CTUMYNUPYET TMKONU3 M HaKOMJIeHWe fnaKkTaTa, KoTo-
pbli, CUHTE3UPYSACH B 3PUTPOLIMTAX U MbIlLIEYHON TKaHMW,
He MOXeT 6blTb MPeBpPAaLLEH B IMIOKO3Y B NeYeHu (6okaaa
rMtoKoHeoreHesa). 'mMnornnkemusa o6ycnoBAMBAET OTHO-
CUTENbHO HU3KYKD KOHLUEHTpauuio WHCynnHa. CHUKaeTtcs
COOTHOLIEHWE WMHCYIUH/TNOKAroH, YTo CTUMYMPYET NnUMO-
NIN3, W MOBbIWAETCA YPOBEHb KUPHbIX KUCNOT B Niasme.
CTumynauma rauMKonM3a BeAeT K YBENIMYEHUIO CHUHTE3a
rnvuepona v auetun-KoA, cy6ctpaTtoB U KOGaKTOPOB CUH-
Tesa TPUIMULEPUAOB B NeyveHwu. [MIOKaroH TakXKe CTUMY-
nvpyeT MeTabonvyeckue NyTH, yrHeTawowmne B-okucnexHve
MUPHBIX KUMCNOT B MWUTOXOHAPMSX, YTO COMPOBOXAaeTcs
AvKap6oHoBOW auuaypuen. NOCKONbKY CKOPOCTb CUHTe-
3a anosunonpoTenHOB M 06pas3oBaHUs NIMMONPOTEMHOB
04YeHb HU3KoW nnoTHocTH (JITIOHM) n NAMNONPOTEUHOB HU3-
Kol nnotHocTu (JIMHI) oTcTaeT OT YCKOPEHHOrO CUHTE-
3a AMNUMAOB, B renatoumMTax o6pasyloTcs Kanau xKupa,
410 GOPMHUPYET BbIPAXKEHHYKO renaToMerasauio (KMpPOBYIO
TpaHchopmaLmto, cTeaTos nedveHu). JTaktaT 9BASETCH KOH-
KYPEHTHBbIM MHIMOGMTOPOM MOYEYHOKaHaNbLIEBOW CeKpe-
UMK ypaToB, YTO BeAEeT K TMMNepPYypUKEMUU U TUMOYPUKO-
3ypun. MmnepypuKkemus aBnsieTcs CNeAcTBMEM He TOJNIbKO
CHMMXXEHMSA MOYEYHOro KJMpEeHca, HO W TMNepnpoayKumu
MOYEBOMN KMCNOTbl B pe3y/nbTaTe UCTOLEHUSA BHyTpUneye-
Ho4yHOro ¢docodarta M YCKOPEHHON Aerpajaunn afenHOBbIX
HyKneotugos [4, 5].

MexaHu3mbl GOpPMUPOBAHUA POKaNbHO-CErMEHTapPHO-
ro rnomepynockneposa npu b | OKOHYaTeNbHO HE SCHbI.
MpeanonoxXutenbHo, dopmupoBaHMe OKaNbHO-CErMeH-
TapHOro rN1oOMepyIoCKNepP03a CBA3AHO TaKXKe C MepCcUcTm-
pylolwen runepaMnuaemMmen — Hanogobue Toro, Kak aTo
NPOUCXOANT MPWU MNEPBUYHOM HEDPOTUYECKOM CUHAPOME
C HeaJleKBaTHbIM KOHTPOJIEM YacTOTbl PELIMAMBOB M aKTUB-
HOCTM 60ne3HU. Ha ponb ApyrMx naToreHeTUHeCcKux dak-
TOPOB MPETEHAYIOT apTepuanbHas rMNepTeH3ns, Hepeako
BO3HUWKatowas npu I'b I, n runepypukemus [6, 71.

ukoreHoBaa 6one3Hb, TUn lb

3aboneBaHne obycnoBneHo Mytauuamu reHa SLC17A4,
KOZMPYIOLWEro MMWKPOCOMasbHbIA TPaAHCMOPTHbLIA 6eNoK
T, (TpaHcnokasy r/oKo30-6-pocdaTasbl), YTO MPUBOAWT
K HE[I0CTAaTO4YHOCTM 3TOro GepMeHTa B NEYEHHM, MOYKaX, Cn-
3UCTOM 060M104KE KMLLIEeYHMKA. [eH KapTMpoBaH Ha AIMHHOM
nae4ve 11-n xpoMocoMmsbl B loKyce 119g23.3.

PacnonoxeHne aKTMBHOroO LEHTpa [/I0KO30-6-
docodaTtasbl B NPOCBETE 3HAOMNNA3MaTUHECKOIO PETUKYAYMa
(3MNP) obycnosBnnMBaet HeO6GXOAMMOCTb TPAHCMOPTUPOBKMU
BCeX Cy6CTpaToB M MPOAYKTOB peaKLuu, KaTanmsanpyemon
depmeHTOoM, Yyepe3 MembpaHy IMP. HegoctaTto4yHOCTb 6en-
Ka T, COMpPOBOXAaeTCA HEeAO0CTAaTOYHOCTbIO [/KO030-6-
docdaTasbl [1]. Cneunduyecknum npmudHakom b Ib asna-
I0TCA HEWUTPOMNeHMa U yxyaweHue GyHKUUU HEUTPOPUIOB.
Y Takux 60JibHbIX HapylweHa Kak ABuratesbHasi cnocob6-
HOCTb HEWTPODUNIOB, TaK MU WX AKTUBHOCTb MPWU pPecnu-
paTopHOM B3pbiBE. Kpome TOro, 3aTu nartonornyeckue
M3MEHEHMS MOryT GbiTb CBfi3aHbl C HapyLIEHWMEM TpPaHC-
nopTa rOKO3bl 4Yepe3 Mem6paHy MNoAMMOPOHOSAAEPHbIX
nenKkountoB. CornacHo CylecTBYOWNUM MPEeAnooXKEHUAM,
MWKPOCOMasbHbIM TPAHCMOPT MOK030-6-pocdaTa urpaet
onpeaeneHHyto pofib B aHTMOKCUMAAHTHOM 3alluTe HEWTPO-
®nnoB, a reHeTMYecKas MoJOMKa TPaHC/0Kas3bl IOKO30-
6-docdaTasdbl BeAeT K HapyleHUID KNEeTOYHbIX GYHKUWH,
B YaCTHOCTM amnomnTo3a, YTO MOMXET CNYXWUTb 06bACHEHUEM
HEeNTpPodUNbHOM ANCHYHKUMK Y 6onbHbIX ¢ B 1b [8, 9].
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ukoreHoBas 6one3Hb, Tun lll

3aboneBaHne o6ycnoBAeHO MyTauusmu reHa AGL,
KOOAMPYIOWEro TrMKoreH-geBeTBaWwmMn  GepmMeHT, KoTo-
pbii npeactaBnsger co6on 60MbWON MOHOMEPHbIM 6en0K
C MONIEKYNSipHOM maccomn npnénnauntenoHo 160 K n nmeet
2 KaTauTU4eCKne eauHuLbl — amwuiio-1,6-rnoKko3ngasy
n 4-a-rntokaHoTpaHchepasy, cnocobHble GYHKLMOHMPOBATb
He3aBMCKMMO ApYr OT Apyra, OAHAKO A5 HOpManbHOro Aew-
CTBMS OeBeTBslero depmeHTa HeobXxoaMMa aKTUBHOCTb
06enx KaTtaluTuyeckux eamHuu. lMogasBnswowee 60MblUNH-
CTBO 60JIbHbIX UMEIOT AeDULMT 3TOM0 IH3MMA KaK B NMEYEHH,
TaK U B MonepeyHo-nosocatbiXx MbllLAX, BKAOYas cep-
aeydnyto (noatun llla), oaHako npumepHo y 15% nauneHToB
OH OTMeYaeTcs TOAbKO B ne4veHu (noatun lllb). Hannuue
YKa3aHHbIX NOATMNOB 06BbACHAETCS pPa3/IM4HON 3KCMNPECCH-
en pepmeHTa B TKaHsx. B peikux cnyvyasax CeNneKTMBHOE CHHU-
EeHUe aKTUBHOCTM NM6o amuno-1,6-rnoxko3naasbl, n1Mbo
4-a-rnKaHoTpaHchepasbl NPMBOAUT K Pa3BUTUIO MOATU-
noB lllc u llld 6one3Hn cooTBETCTBEHHO. [eH KapTupoBaH
Ha KOPOTKOM njieye 1-i XpomMoCcoMbl B JIOKyce 1p21.2 [1].

Amuno-1,6-rnioKosnagasa yvyactByetT B meTabonusme
rMUKOreHa B TOYKaX BETBEHWUS [NIMKOreHOBOro «aepeBar.
depmMeHT gBnseTcsd GMPYHKUMOHaNbHbIM, C OAHOM CTO-
POHbI, NpeBpaLas TMMUT-AEKCTPUH B [JIMKOTEH C HapyX-
HbIMM LENsiMKM HOPMasbHOW [ANIMHbI, C APYron — OCBO-
6oxpaa rnoKo3dy nytem ruaponunsa a-1,6-rnoKo3naHomn
cBA3KW. HepoctaToyHOCTb depmeHTa BieyeT HapylweHue
npoLecca rMUKoreHonn3a, NpMBOAS K HaKOMEHUIO B TKAHAX
(NevyeHb, MbllWLbl) MONEKY FMMKOreHa aHomanbHOW GopMbl
C YKOPOYEHHbIMW HaPYXHbIMKU LIENSAMU, KOTOPbIA OKa3bl-
BaeT LMTOTOKCMYECKOEe AeNCTBUe, MpuBOAA K AUCOHYHK-
LMK COOTBETCTBYIOWMX opraHoB. MexaHu3ambl GopMmnpoBa-
HUS TUMOMNMKEMUMN WM NaKTaTauMao3a CXOAHbl C TAKOBbIMU
npv B | [10, 11].

ukoreHoBasa 60ne3Hb, Tun IV

3aboneBaHve 0O6YCNOBJIEHO MyTaUUsaAMW B TEHe
GBE1, kogupyoweM amuno-1,4:1,6-rnokaHtpaHcdepasy,
4TO MPUBOAWT K €€ HeJOCTaTOYHOCTHN B MEYEHU, MbllLAX,
NenKouuTax, aputTpounTax M pumbpobnacTtax. [eH Kap-
TUPOBaAH Ha KOPOTKOM njevye 3-W XpOMOCOMbl B JIOKyCe
3p12.2.

Amwnno-1,4:1,6-rnoKaHTpaHcdepasa yyacTByeT B MeTa-
6011M3Me TIMKOreHa MpW TOYKax BETBIEHWUS MKOreHOBO-
ro «gepesa». HegoctaTtoyHOCTb depmeHTa 06ycnoBAMBaeT
HapylleHne HopMalibHOrO CUHTE3a IMKOreHa, BCAeACTBME
yero obpasyeTcsi aHOMallbHbIK MonuMcaxapug C amuiaoneK-
TUHOMOLOGHOM CTPYKTYPOW (NOMMINIMKO3INMKaH), KOTOPbIN,
HaKanMBasCb B Pa3/iMyHbIX TKaHSAX, BKAOYas MNe4vyeHb
M MbilLbl, NOBPEXAaeT UX KNeTKku [1, 12].

MukoreHoBasa 60ne3Hb, TUN V

3aboneBaHne 06ycnoBaeHO MyTauusaMu reHa PYGM,
Koaupylouero MoilwedHyo docpopunasy. eH KapTupoBaH
Ha AAMHHOM nnedve 11-M xpomocombl B Nokyce 11q13.1.
BcnegctBue geduuunta mblwedyHon docdopunasbl Hapy-
LIaeTCs pacllensieHne rMUKOoreHa Ao roKo3o-1-pocdaTa,
B pea3ynbTaTe 4ero MpPOWCXOAWUT HaKOMJEHWE [NMKOreHa
B MblLILIAX.

ukoreHoBasa 6one3Hb, Tun Vi

3aboneBaHne BO3HUKaeT BCNEACTBME MYTaLWK B reHe
PYGL, koagupytouiem docdopunagdy nevyeHu. leH KaptuposaH
Ha AIMHHOM nneye 14-i xpomocoMbl B Iokyce 14q21.1 [1].

Oednumnt neyeHovHon docdopunasbl, KaTanmsnpyowemn
nepBylO peaKkLUMio pacnaja rMMKoreHa, BeaeT K ero nsbbli-
TOYHOMY HaKOMIeHMto B renatountax [13, 14].

ukoreHoBas 6one3Hb, Tun IXal un IXa2

3aboneBaHne 06ycnoBneHo MyTauusamu B reHe PHKA2,
KOAMPYIOWEM 0,-CYObeMHULY NEYEHOUHON KuHasbl ¢poc-
dopunasbl, YTO NPUBOAMT K €€ HEAOCTATOYHOCTU B MEYEHH
M aputpoumTax (noatun IXal) unm TonbKO B neyeHu (MoaTun
IXa2). TeH KapTMpOBaH Ha KOPOTKOM Mieye X-XpOMOCOMbI
B IOKyce Xp22.13 [1].

ukoreHoBas 6onesHb, Tun IXb

3aboneBaHne 06ycnoBneHO myTauumsamu B reHe PHKB,
Koaupylouwem B-cy6beanHuLy MbllEYHON/NEeYeHOYHON
KWHa3bl dochopurnasbl. [eH KapTMpoBaH Ha AJIMHHOM Mevye
16-n xpomocoMbl B IoKyce 16q12.1.

ukoreHoBas 6one3Hb, TUN IXc

3aboneBaHne 0O6YCNOBJIEHO MyTaUUsaMW B TeEHe
PHKG2, Koaupytolem TECTUKYNAPHYIO/NeYeHOUYHY0 M30-
dopmy y-cyObeanHULbl KMHa3bl dochopunasbl. l'eH Kap-
TUPOBaH Ha KOPOTKOM nieye 16-M XpOMOCOMbI B JIOKyCe
16p11.2.

ukoreHoBas 6one3Hb, Tun IXd

3aboneBaHne 06ycnoBNeHO MyTauusamu B reHe PHKAL
KOAMPYIOLWEM MbllLEYHYI0 N30hopMy a-cy6beanHULbl KMHa-
3bl dochopunasbl. [eH KapTupoBaH Ha AOJIMHHOM [MJeye
X-XxpomMocoMbl B IoKyce Xq13.1.

laToreHe3 rAMKoreHoBbIX 6os1e3HeH, Tun IX

Oedunumnt ntobon u3 cybbeanHuL, KuHasbl ¢ochopuna-
3bl b HapywaeT npouecc pocdoponnsa ne4eHo4Hon doc-
dopunasbl b B dochopunady a, 4To BeeT K HapyLeHH o
aKTMBaLUMK MocnegHen U B UTOre — K HEBO3MOXHOCTHU
paclienneHns rnMkoreHa. ®ocPpoKknHaza cocTouT U3 4
pasHbIX CyGbeaMHULL, KaXKaylo U3 KOTOPbIX KOAUPYIOT pas-
JINYHbIE TEHbl, pacnofiarallmnecs Ha pas3nyHbIX XPOMO-
coMax M Nno-pa3HOMYy 3KCMpeccupytolmMecs B pasinyHbIX
TKaHax: a (PHKA2), B (PHKAB), y (PHKG2), 6 (CALM1).
Cy6beanHuLbl a 1 B BbINONHAIOT PErynsatopHble GyHKLUWH,
Y — KaTaauTuyecKyto GyHKUMo, a & — PYyHKLUMIO CBA3bI-
BaHUs MOHOB CaZt. Cy6beanHuua a nmeet ase naodop-
Mbl — MbIWEYHYIO M MEYEHOYHYIO, KOAMPYEMblE ABYMS
pasHbIMK reHamu, pacnofiaralwMMmnca Ha X-XxpoMocoMme.
HepoctatoyHOCTb KMHa3bl dochopunasbl, B 3aBUCUMO-
CTU OT M30POPMbl, MPUBOANUT K HAKOMIEHUIO TMKOreHa
B MEYEHW, B MEYEHM M MbllIL,AX, M30/IMPOBAHHO B MblLLLIAX,
B cepaue [15, 16].

ukoreHoBas 60se3Hb, TUN X

3aboneBaHne 06ycnoBaeHo MyTauusamu B reHe PGAM2,
Koaupylouwem MblweyHyto docdhornmueparmyTady. leH Kap-
TUPOBAH Ha KOPOTKOM njeye 7-h XPOMOCOMbl B JIOKyce
7p13. HepgoctaTto4yHOCTb GepmMeHTa NPUBOANT K HapyLEHUIO
npeBpalieHns 3-pochornmueparta B 2-pocdoramuepar,
HapyLIEHWIO NPOLECCOB MMTIMKONN3a U HAKOMJIEHMIO IMKOre-
Ha B MblLLLAX.

ukoreHoBasa 6one3Hb, Tun Xl

3aboneBaHne 06yCcnoBAEHO MyTauusamu B reHe LDHA,
Koaupylouem cybbeauHuuy A nakrtataerngporeHasbl. [eH
KapTupoBaH Ha KOPOTKOM njieve 11-M XpOMOCOMbI B JIOKyCe
11p15. HepoctatoyHOCTb depMeHTa MPUBOAUT K Hapy-
LUEHMIO MPOLIECCOB [MIMKOAM3a M HaKOMEHWIO TIMKOreHa
B MblLILIAX.

Cunpapom ®aHKoHu — Bukena
3aboneBaHne 06ycnoBneHo Mytauuamu B reHe SLC2A2,
KoAupylowem TpaHcnopTep MoKo3bl 2. [eH KapTMpoBaH



Ha ONMHHOM nfeye 3-M XpOMOCOMbl B nokyce 3g26.2.
HepgocTtaTouHOCTb GepMEeHTa NPUBOAMT K HapyLWEeHUIO TPaHC-
rnopTa MOKO3bl U ranakTo3bl Yepes KIIeTOYHYl0 MeMBpaHy
B renatouuTtax, anuTeNnm KMWeYHMKa M NoYeYHbIX KaHalb-
LEB, H4TO NPUBOAMT K HAKOMIEHMIO MTMKOreHa B KNIeTKax.

FmukoreHoBas 60n1e3Hb, TN 0

3aboneBaHne 06YCNOBIEHO MyTauuaMK B reHax GYS2
n GYS2, KOAMPYIOLWMX MEYEHOUYHYID W MbILWEYHYIO NIUKO-
reHcuHTasy. leH KapTMpoBaH Ha KOPOTKOM nedvye 12-i
XpOMOCOMbI B NIoKyce 12p12.1 (ans ne4yeHOo4YHON dopMmbl)
W Ha ANMHHOM nnevye 19-1 xpomocombl B Iokyce 19q13.33
(ang  MblweyHon). HepocTaTOYHOCTb TIMKOrEHCUHTa3bl
NPUBOAMT K HEBO3MOXHOCTU CUHTE3a MMKOreHa W, CooT-
BETCTBEHHO, K BblpaXEHHOMY CHUXXEHUIO €ro coaepKaHus
B NMEYEHM UK MblLULLaX.

Bbone3Hb HaKoMJIeHUS FMUKOreHa B cepaue,

BpPOXAEHHaA, NeTajibHasA

3aboneBaHne 06ycnoBaeHo MyTauusamm B reHe PRKAG2,
KoAMpyloWeM y,-cyGbeanHuuy S'ageHosnHmoHodocoart-
aKTUBMPYEMOW  MNPOTEWHKMHa3bl. [eH KapTupoBaH
Ha AJIMHHOM nievye 7-W XPOMOCOMbI B /noOKyce 7q36.1.
HepoctaTtoyHOCTb pepmeHTa NPUBOANUT K HAPYLIEHUIO pery-
nauMn ageHosumHTpudocdhata, HapyweHutio metabonusma
FNOKO3bl U XMUPHbBIX KUCMOT, OTNIOXKEHUIO TIMKOreHa B Kap-
avoMuouuTax.

SANMUAEMHUONIOrUA

YacTtoTa BcTpevyaemocTtu I'b coctaBnseT ot 1 Ha 20 TbiC.
no 1 Ha 40 TbiC. HOBOPOXAEHHbIX [17]. Hanbonee vacto
BcTpeyatotesa B 1, 111, VI n IX.

I'b la BcTpeyvaeTca npumepHo y 80% nauueHToB cpeau
Bcex 6onbHbIXx B | [18]. YacToTta BCcTpevaemoctn b la
B 06Len nonynsaunmn coctanset 1 Ha 100-300 Thic., cpeau
eBpeeB-awkeHa3n — 1 Ha 20 Tbic. [2]. B Ib BcTpeyaeTcs
npumepHo y 20% nauneHToB Bcex 60bHbIX B | [2].

b Il BcTpeyaetca y 24% oT Bcex nauueHTtoB ¢ [b.
YacTtoTa gaHHoro 3abonesanua B EBpone coctaBnset 1 Ha
83 ThIC. }MBbIX HOBOPOXAEHHbIX, 1 Ha 5400 — B U3paune,
Ha ®Papownckux ocTpoBax (CeBepHasa ATnaHTMKa) — 1 Ha
3600 HOBOPOXK/AEHHbIX, YTO CBA3AHO C 3PpdEKTOM OCHOBA-
Tens [19].

'B VI BcTpeyaetca ¢ yactoton 1 Ha 100 TbiC. HOBOPOXK-
[OEHHbIX.

I'B IX npakTnyeckn B 25% cny4yaeB o6ycnoBfeHa Heao-
CTaTOYHOCTbIO a,-CYObEeAMHULbI KUHa3bl ¢ocdopunassl,
cooTBeTcTBeHHO b IXa aBnsetca Haubonee pacnpocTtpa-
HeHHoM cpeau I'b atoro Tnna [16, 20].

OCOBEHHOCTU KOAUPOBAHUSA 3ABOJIEBAHUA
Nno MEXAYHAPOAHOW CTATUCTUYECKOM
KJIACCUDUKALIMM BOJIE3HEHW U NPOBJIEM,
CBfiI3AHHbIX CO 3JOPOBbLEM

E74.0 Bone3Hn HaKoNeHWs rUKoreHa.

K/NIACCUDOUKALUA

B HacTosiWwee BpeMs NPUHATO MCNONb30BaTb Knaccudu-
Kauuto, npeanoxeHHyto . Kopu B 1954 . 1 NOCTPOEHHYIO
Nno XPOHONOrMYyecKomy npuHumMny: Tunbl N6 0603HavaloTCs
pPUMCKMMU UnbpamMu 1 pacnonaratoTcs B NOPSAKE OTKPbITUS
CMHAPOMOB M COOTBETCTBYIOWMUX PePMEHTHbIX AedeKTOB.
MpuBognmas paboyas knaccudukaumnsa I'b y4uTbiBaeT TUMbI
3a6o0neBaHuns, PepMeHT, HeLOCTaTOYHOCTb KOTOPOro NpuBe-
fla K Pa3BUTUIO KJIMHWMYECKON KapTUHbIl, BaXHENLWNE KINHU-
KO-nabopaTopHble XapaKTEPUCTUKKU, OCOBEHHOCTU TEeYEHMS
M NPOrHO3a 3TOM NaToNormHu.

K/IMHUYECKASA KAPTUHA

ukoreHoBaa 6one3Hb, TUN la

Bo3pacT Hayana 60/M1e3HM — HeoHaTaslbHbIM Mepuoa,
yaule 1-v roa »u3sHu (B 3—4 mec).

OCHOBHblE KJIMHUYECKME MNPOSIBNEHUS 3a60/eBaHUSA:
3a4epKKa GUBNYECKOro pasBUTUS, «KYKOJSIbHOE» UL,
60/IbLLION BbLICTYNAOWMIA XKUBOT, renatomeranus, auodoys-
Has MblllEeYHas TMNOTOHMS, KCAHTOMbI Ha KOXe.

B 60nbWKHCTBE cnydyaeB 3aboneBaHne MmaHudectTupyet
OCTPO: anNun30abl cnabocTu, BAAOCTH, BNIOTb 10 KOMbI, 06Y-
C/OBJ/IEHHbIE TUMOMMKEMMEN WM NaKTaTaUMAO30M. Y 4acTu
NauneHTOB pa3BMBAETCA CYAOPOXKHbIA CUHAPOM, 06YCnOB-
NIEHHbIV TMNOTNIMKEMUEN.

CO CTOPOHbI XeNyao4HO-KuleyHoro TpakTa (HKKT) BbisiB-
NA0TCA renaToMeranus, HapylieHne GyHKLUKU NeYeHu, neye-
HOYHas HeaoCcTaTOYHOCTb. MOXKET pa3BMBaTbCs afeHOMa-
TO3 MEYEHWU, UMEIOLLMI CKIOHHOCTb K 3/10Ka4eCTBEHHOMY
nepepoXxaeHuto (renatoma, renaToLeNItoNgpHas KapumHo-
Ma). NevyeHoYHble ajleHOMbI OTHOCSTCS K XOPOLLIO U3BECTHbLIM
ocnoxHeHnuam b |. MosgBneHne ageHoMbl nevenu npu b
BO3MOXHO B Nt060M BO3pacTe, 0OgHAaKO 06bIYHO OHM Ob6pa-
3yl0TCA MeXy BTOPbIM U TPETbUM AECATUNETUSMU KUSHU
c yacTtoTom o1 16 ao 75%, KoTopasi He 3aBMCUT OT Nnosa nauu-
eHTOB. Ha ¢doHe runepaunuaemmm Moxet chpopmMmMpoBaThbCa
XPOHUYECKMI NaHKpeaTwHT.

MopaxeHne no4vyeK BKOYaAET B cebsa (oKalbHO-cer-
MEHTapPHbIK [TOMEPYNOCKIEPO3, COMPOBOXKAAMLWINICS
NPOTEUHYPUEN U CHUKEHWEM MOYeyHbIX QYHKUWMKA, HEDPO-
KaNbLUMHO3, aMWIOMA03, CUHAPOM PaHKOHM, AMCTaNbHbIN
NOYeYHO-TYOYNAPHbIM aLua03 C MCXOAOM B XPOHMYECKY!O
NMOYEYHYID HEeAOoCTaTO4YHOCTb, Tpebylollyl remoanannia
W/Mnn TpaHcnaaHTaumm noyek [18, 21]. B noctny6epTaTHbIN
nepuvoa Ha NepBbIM NiaH BbICTYNaeT rMNepypuKkemMus c ee
KIMHUYECKMMU OCNOXKHEHNaMU [22, 23].

TaKKe xapaKTepHbl HOCOBbIE KPOBOTEYEHUS, OCTeone-
HWS, OCTEOMNOPO3, CKJIOHHOCTb K MnepefioMam, rMnoroHa-
AN3M.

Y HEKOTOpPbIX NaLMEHTOB pa3BUBAETCS IeroYHas runep-
TEH3Us, nporpeccupylollas B XPOHWYECKYK CepPAeYHYIo
HeI0CTaTOYHOCTb M NPUBOAALLAA K CMEPTU B IOHOLIECKOM
BO3pacTe.

MoparkeHne ronoBHOrO MO3ra BO3HWKAET BCleacTBME
NMOBTOPHbIX TSXKENbIX TMMNOMMKEMUMYECKMX aTaK, Hepeako
BbliBNIieTCA y nauneHToB ¢ ['b | [24].

MopaxeHne mbiwl npu b la npoTtekaetr ¢ dopmupo-
BaHMEM MWOMATUYECKOrO0 CMHAPOMA M HapylueHUEM YHK-
UMK Mbllwl. CuMnTOMbl 60NE3HU XapaKTepu3YlTCcs Hanu-
YMEM BbIPAKEHHON MbILLEYHON TMNOTOHWM C MOCAEeAYoWUM
HapacTaHWeM cnabocT M aTPOPUM MbIlL, MPOKCUMalb-
HbIX OTAENOB PYK W HOI (@MUOTPOPUYECKMI CUMNTOMOKOM-
nnekc) [25].

Mpn na6bopaTopHOM MCCNefoBaHWM BbISBASIOTCH TMMO-
rIMKEMUS, NaKTaTauwnao3, MNOBbILIEHME acnapTaTamMUHO-
TpaHcdepasbl (ACT), anaHMHamuHoTpaHchepasbl (AJIT),
rMNEPYPUKEMUS, TUNEPAUNUAEMUS (3HAYMTENbHOE MOBbI-
LIEeHWEe YPOBHS TPWUIIMLIEPMAOB, YMEPEHHOE MOBbILIEHUE
ypoBHS ¢docdonmnunaos, NMNONPOTEMHOB, XONleCTEPMHA,
JINHM, HM3KWIK ypoBEHb IMNONPOTENHOB BbICOKOM MIOTHO-
ctu (JIMNBIM)).

ukoreHoBaa 6one3Hb, TUN Ib

Bo3pacT Hayana 3aboneBaHnss — HeoHaTallbHbIM Nepu-
O/1 ¥ MEPBbIN O USHM.

OCHOBHblE KJIMHMYECKME MNPOSIBNEHUS 3a60seBaHUs:
3a4epKKa GU3NYECKOro pasBUTUS, «KYKOSIbHOE» UL,
60/1bLLION BbICTYNAOWNUIN XNBOT, GYPYHKYNEe3bl, nepruopasib-
Hble U MepuaHabHble U3bA3BMEHUS, TAXKENble PEeUnanBu-
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pylowmne MHOGEeKUUn, OTUTbl, BOCNanuTe/bHble 3a6oneBaHums
KULWIEYHMKA, YTO CBA3AHO C HalM4YUEM HEMTPONEHUN U LUC-
GYHKLNKN HENTPODUNOB.

B 6onblwmHCTBE cnyvyaeB 3abonieBaHWe HayumHaeTcs
0CTPO, C 3NM3040B cNaboCTH, BANOCTH, HAPYLLEHUS CO3Ha-
HMS, BMNNOTb A0 KOMbl B CBSI3W C FMMOMIMKEMUEN U Bbipa-
JKEHHbIM NaKTaTaungo3oMm, 4TO 0O6YC/0BMEHO YBEMYEHU-
€M MHTepBana Mexfay KopMneHusmu. MNopaxkeHue neyexu
BK/IlOYaeT B ceba renatomeranuio, HapyweHue OyHKLMK
neyeHun BNIOTb A0 PA3BUTUS LLIMPPO3a, aleHOMaTOo3 NeYyeHH,
MMEIOLWMIN CKNOHHOCTb K 3/10Ka4eCTBEHHOMY Mepepoxie-
HWIO (renaTtoMa, renatouenfonsapHas KapuuHoma). Y naum-
€HTOB 4acCTO pa3BMBalOTCS NaHKPeaTUTbI.

MopaxeHne novyek BKJOYaeT B cebs MPOTEUHYpPHUIO,
runepypukemuio, GoKanbHO-CErMeHTapHbIi rNoMepyno-
CKNepos, HedppPoKanbLMHO3, aMUNONA03, CUHAPOM PaHKOHH,
AWCTaNbHbIM NOYEYHO-TYOYNAPHBIM aLMa03 C UCXOA0M B XPO-
HWYECKYIO MOYEYHYI0 HEAOCTaTOYHOCTb.

B paHHOWM rpynne nauMeHTOB NoBbllEeHa YacToTa BCTpe-
4aeMOCTM ayTOMMMYHHbIX NOPaXeHWUM WMTOBUAHON XKenesbl
W runotupeosa [26-29].

Mpn nabopaToOpHOM MCCNEfOBaHUKU BbIABASIOTCA HEW-
TPOMNEHMs, TMNOMMKEMUS, NaKkTaTaungos, nosbiweHme ACT,
AT, rMnepypuKemMus, runepnunuaemMuns (3HavymTenbHoe
NOBbILUEHNE YPOBHSA TPUMIMLEPUAOB, YMEPEHHOE NOBbLIWeE-
HWe ypoBHS dochonnnmnaos, MMNONPOTENHOB, XONECTEPHHA,
JIMHM, HM3KKuM yposeHb JIMBIM).

ukoreHoBas 6one3Hb, Tvn Il

BospacT Hayana 3a6oieBaHUs — NEPBbIN MOf U3HW.

OCHOBHblE K/IMHUYECKME MNPOSIBNEHUS 3aboneBaHus:
3a4eprKKa GU3NYECKOro pPa3BUTHS; NOParKeHUe NevyeHn —
BK/IlOYaeT B ceba renatomeranuio, HapyweHue OyHKLMK
neyeHn, GMbpPO3 NevyeHun; Co CTOPOHbI CEPAEYHO-COCYANCTON
CUCTEMbl — KapAuvoMeranus, KapamomuonaTtus, npu anek-
Tpokapaunorpacdum (AKIN) — npusHaku runepTpodmm neBoro
enyaoyka.

Co CTOPOHbI MbILEYHON CUCTEMbI Y MALMEHTOB BbISIB-
naTca auddysHaa MbllevyHas TrUNOTOHUS, MblleyHas
cnaboctb, MuonaTtus. C BO3pacToM MblweyHas cnabocTb
HapacTaeT, pa3BuBaeTcs rMNoTpodua MbllWL, AUCTaNbHbIX
OTAENIOB KOHEYHOCTEN, BO3HWKAET OrpaHuyeHne MnoaBuIK-
HOCTV NO3BOHOYHMKA.

Y 4acTu NauMeHTOB BCTPEYalTCH XPOHUYECKUE OTUTHI,
CUMHYCWTbI, OCTEOMNOPO3, FMNOroHaanM3m. HekoTtopble 601b-
Hble ¢ ['b Il nonagatoT B rpynmny BbICOKOrO pUCKa pasBUTHUSA
0CTEeOonopo3a, 4To, B CBOIO 0Yepeb, MOXKET SABNATLCA Cnej-
CTBMEM NaKTatauMaosa v runoroHagn3ama.

MopaxeHne noyek npu I'b Il nposBnseTca peHanbHbIM
Ty6ynsipHbIM aumaosom [10, 11, 30].

Mpn nabopaTtopHOM MCCNeAOBaHWM BbISBASIOTCH MMNO-
FMUKEMUS, Y 4acTu AeTel — yMepeHHbl nakTatauuaos,
nosbiweHne ACT, AJTT, runepnunuaemus (NoBbllEHWE YPOB-
HSi TPUIIMLEPUAOB, XONeCcTepuHa), yBenMyeHne nokasate-
nen KpeatnHpocohokmHasbl (KPK) n naopepmeHToB Kpea-
TUHPochOoKMHa3bl (KPK-MB) B KpoBw.

Y 15 % naumMeHTOB BbIABASETCS M30/MPOBAHHOE Mopa-
EHUEe NeYeHu.

ukoreHoBas 60ne3Hb, TuN IV

Paznuyalor 6 KNnHUYeckux dopm AgaHHOro 3aboneBa-
HUS: KNlaccuyecKkas neyeHoYyHas, Hemnporpeccupyowas
nevyeHoyHas, daTanbHaa nepuHaTanbHas, BPOXKAEHHas
HEepPBHO-MbIWEYHas, AeTCKas HEPBHO-MbIWEYHas, B3pocnas
HEePBHO-MbllLeYHas ¢ n30AMpoBaHHOM muonatuen [31, 32].

Knaccuyeckas neyeHo4vyHas dopma I'b IV xapaKkTepuayeT-
cs renatomeranven, Bo3HMKalollen B Bo3pacTe 12-18 mec,

naoxon npubaBKOM Macchbl Tena, 6bICTPONPOrpeccupyto-
WMM Mopa)KeHMem MneyveHn BNaoTb A0 Pa3BUTUS LMPPo3a.
levyeHo4yHaa HeaoOCTaTOMHOCTb pa3BMBaETCs B Bo3pacTe
3-5 et v NnpuMBOANT K rMbenn naumeHTa.

Y 60/bHbIX Hernporpeccupylowen nevyeHoyHon ¢op-
MOW BbISIBAAIOTCA renatoMeranus, renatocnjeHoMeranms
M He3Ha4yuTeNbHOE MOBbIEHUE NeYEeHOYHbIX TPaHCaMnHas
B KPOBM, KOTOpble C BO3PacTOM MOryT BEPHYTbCH K HOp-
MaslbHbIM 3HAYEHUSAM.

Mpn nepuHatanoHon (paTanbHon) dopme b IV aHTeHa-
TanbHO BbLIABASETCS BOASHKA BHYTPMYTPOOHOro pebeHKa
M 060/104€eK MNAOAHOrO MNy3blps, HabGAAAETCS CHUMKEHUe
ABUraTeNlbHON aKTMBHOCTM BHYTPUYTPOGHOro pebeHKa,
B 4acTu c/lyqyaeB Y MaTtepew onucaHbl KUCTO3HblE TUIPo-
Mbl B LWEeNKe MaTKU. OCHOBHbIE KIMHUYECKUE MPOSIBIAEHMS
3a6oneBaHus: apTporpmMnos, auddysHasa MbleyHas runo-
TOHMS, MblleYHas cnabocTb, runopedneKkcus, Kapamommo-
naTusl, yrHeTeHWe AblXaHus, YMEPEHHOe NnopaeHue neye-
HW. JleTanbHbIM UCXO4 B HeoHaTaNbHOM nepuoge Ha doHe
TSXKENO0ro NopaKeHns cepaeyHo-CoCYaANCTON, AblXxaTeNbHOM
CUCTEM M NPOrPECCUPYIOLLErO NOPaXKEHUS MbILLLL.

BpoxaeHHas M peTckas HepBHO-MblWeYyHble GopMbl
3a60/1eBaHUS XxapaKTePUIYIOTCS NPOrpeccupytoLLlen mmona-
Tven n kapanomunonatuen [33]. MepBble NPpU3HaKKU — Hene-
PEHOCUMOCTb GU3UYECKMX Harpy3oK, oablwka npu dusm-
4yeCKux Harpy3kax. C Bo3pactom 3aboneBaHne HEYKIOHHO
nporpeccupyet, pa3BMBaeTCs MblleyHas cnabocTb. B Taxe-
NIbIX CAy4Yasix — 3acTorHas cepAedyHas HeLOoCTaTOYHOCTb.
Mpun nabopaTopHbIX UCCNEefOBaHUSAX BbIBASETCA MOBbIWe-
Hne KOK.

Bapocnas dopma gaHHoro 3aboneBaHus npeacrasnset
co60M N30NMPOBAHHYIO MUOMATUIO MK NONUMNIOKO3aHOBYO
60ne3Hb (6onesHb Jladopa).

ukoreHoBas 60n1e3Hb, TUN V

3aboneBaHne BO3HMKAET Ha NePBOM-BTOPOM JecaTuine-
TUM KUSHW.

OCHOBHble K/IMHUYECKME MNPOSABNEHUA: HeNepeHOoCH-
MOCTb GM3MUYECKUX HArpy30K, MblleyHas cnabocTb, 601K
B MblWLaAX, Cyaoporu nocne dbuM3nM4yecKknx Harpysok, pab-
aomuonus. lMpu nabopaTtopHOM wWcclefoBaHUM — yBe-
nuyeHne ypoBHA KPK KpoBW, npu GU3MYECKON Harpys-
Ke — yBenuMyeHue nakraTta, MOYEBOM KMUCNOTbl KPOBH,
MWOTNOGUHYpPHUS.

ukoreHoBas 60ne3Hb, Tun Vi

BoapacT Havyana 3aboneBaHns — nepsble roAbl XU3HMU.

OCHOBHbI€ K/IMHWYECKOE NPOSIBIEHNS: 3aepKKa pocTa
B I€TCKOM BO3pacTe, renatomeranus, HapyweHue GyHKLMK
neyeHu. Mpu nabopaTtopHOM UCCNEeAOBaHUM — yMepeHHas
runornukemus, runepaunugemus. O6bl4HO 3aboneBaHue
npoteKkaeT AO6POKAYeCTBEHHO, C LOCTUMEHWEM CTOMKOM
pemMuccumn CMMNTOMOB MO Mepe pocTa pebeHKa. MNpu HeKo-
TOPbIX MyTaLMSAX COXPaHAETCs ocTaTo4Has akTUBHOCTb dep-
MEeHTa, U y TaKux nauneHtoB 607e3Hb NPOTEKAET C MUHMU-
MaJibHON KNMHUYECKOM cumnToMaTukom [34].

ukoreHoBas 60ne3Hb, TUN IXa

3aboneBaHne BO3HUKAET B NepBble oAbl XU3HMU.

OCHOBHbI€ K/IMHWYECKNE NPOSIBIAEHNS: 3a4epKKa pocTa
B JETCKOM BO3pacTe, 3afepxKa MOTOPHOr0 pa3BuTus, rena-
TomMeranus, HapyweHue byHKUKMM neveHun. MNpu nabopatop-
HOM o6CcnefoBaHMK BbISBASIOT YMEPEHHYIO TMIOMMKEMMUIO,
He60/blWoe MOBbIWEHNE NEYEHOYHbIX TpaHCamuHag, xone-
CTEepUHa, TPUINLEepHULoB. TeyeHne 3aboneBaHuns 6naronpu-
ATHoe. C BO3pacTOM K/IMHUYECKME NPU3HAKKM U BUOXMMUYe-
CKMe noKasaTtenn NOCTENEHHO HoOpMann3yloTes.



uKkoreHoBasa 6one3Hb, Tun IXb

Bo3pacT Havyana 3aboieBaHN — NepPBbIE rofAbl }USHM.

OCHOBHbIE K/IMHMYECKME NPOSIBNEHMS: HU3KUI POCT,
renaTtomeranus, HapyleHue OQYHKUMKU MedYeHn, auapes,
anddy3Haa MblleyHas TMNOTOHUSA B COYETAHUM C JIETKOM
MbllleYHON cnabocTblo. MNpy nabopaTtopHOM MCCneaoBaHUK
BbisiBnseTcs ysenndenue ACT, AJIT, tHoraa — runornmkemus.

ukoreHoBaa 6one3Hb, TUN IXc

Bo3pacT Havyana 3ab6ofieBaHNA — NepPBbI€ rofdbl }USHM.

OCHOBHbIE KIMHWYECKME NPOSBEHMSA: 3alepKKa pocTa
B AETCKOM BoO3pacTte, renatomeranus, ¢ubpo3 MeyeHH,
B psile cny4yaeB — LMPPO3 MeyvyeHu, npoamdepaums xeny-
HbIX MPOTOKOB, CM/IEHOMEraans, Mbille4yHas rmnotoHus [34,
35]. Npu nabopatopHOM 06CNef0BaHUM BbIABASIOTCA FMMO-
rMMKemMUs (ronoa), NakTataumMaos, yBenndeHne neveHoUHbIX
TpaHCaMWHa3 KPOBM, TMNEPTPUIINLEPUIEMHUS, NOBLILIEHNE
YPOBHS! KETOHOBbIX TE€/ MPKU FOI0AAHNUN.

uKkoreHoBaa 6one3Hb, TN IXd

3aboneBaHne BO3HWKAET Ha NEPBOM-BTOPOM AecsATuNe-
TUMN HU3HM.

OCHOBHblE K/IMHMYECKME MPOSABNEHUS: HEMepeHOoCH-
MOCTb OU3MYECKMX HArpy3oK, MblleyHas cnabocTb, aTpo-
U1K MbilIL, KOHEYHOCTEW, 6ONM B MbllLLAX NPU GUINYECKMX
HarpysKax, nepeHanpseHue Mbllll, Bbl3BaHHOe U3K-
YeCKMMK Harpy3kamu. pn nabopaTopHOM uccnefoBaHUK
BbIiBAAIOTCA yBenndyeHne KOPK KpoBM, MMOrno6GuHypwus
(nocne Gn3nYeCcKMx Harpy3oK).

ukoreHoBaa 60ne3Hb, TN X

3aboneBaHne MaHUbECTUPYET B AETCKOM MM NOAPOCT-
KOBOM BO3pacTe.

OCHOBHblE K/IMHUYECKUE MPOSABNEHUS: HEMEepeHOCH-
MOCTb GPU3MYECKMX HArpy30K, 601 B MbllILAX, MbllleYHas
cnabocTb, pab4oMMONNG, ¥ YacTu NaLUMeHTOB pa3BMBaeTCS
noyeyHass HeJOCTATOYHOCTb. KnuMHMYecKas cvMmnToMaTuKa
nposouupyetcs GU3NYECKUMKU Harpy3kamu. lNpu nabopa-
TOpPHOM UccnefoBaHMn — yBennyeHme KPK kposu, muorno-
GUHYPUS, MUTMEHTYPUS.

ukoreHoBaa 6one3Hb, Tun Xl

3aboneBaHve MaHudecTupyeT B AETCKOM Bo3pacTe,
nposouunpyetcs GU3NYECKOM Harpy3Komn.

OCHOBHblE K/IMHUYECKUE MPOSABNEHUS: HEMEepeHOCH-
MOCTb OM3NYECKUX Harpy3oK, 601 M cnasmbl B MbllULaX,
MbllleYHas PUTMAHOCTb, PabAoOMMOAN3, 3pUTEMATO3HOE
nopa)KeHMe KOXW, MHOraa — MoparKeHue noyek, novyeyHas
HegoCTaTO4YHOCTb. [lpn nabopaTopHOM wuccnegoBaHUKM —
yBennyeHne KPK KpoBu, yBenmMyeHne naktata u nupyeaTa
KPOBU, MUOTTOOUHYPUS.

CuHnapom ®PaHKoHU — Bukensa

3aboneBaHne MaHMbECTUPYET B NEePBbIE FOAbl XU3HM.

OCHOBHbIE KIMHUYECKME MPOSIBNEHUS: 3aepKKa GU3u-
YeCKOro pa3BUTUSA, HU3KMK POCT, 60JbLION BbICTyNatoWmMm
MBOT, OTCYTCTBME PAXUTUYECKUX M3MEHEHUN KOHEYHO-
CTEN, XapaKTEPHbIX ANa runodochareMMyecKoro paxura,
0CTeonopo3, HepeaKo — nepenomMbl Tpyb4yaTbiX KOCTEW,
3aiepXKKa npopesbiBaHWa 3y60B, OTCTaBaHWE MON0BOr0
pas3BUTUS, MHOTAA — 3a4EPKKA MCUXOMOTOPHOIO PA3BUTUS.
[ns 3a6oneBaHUsl XxapaKTEPHO NopaxKeHne NoYeK, BKYa-
joulee B cebs Hebpomeranmio, AUCPYHKLUMIO NPOKCUMalb-
HbIX KaHanbLeB, TyéynonaTtuio. Co ctopoHbl KT — nnoxas
npubaBKa Macchbl Tena, renatoMeranus, HapylweHue QyHK-
LMK NevYeHu, Manbabcopbums. TakKe xapakTepHa nepuoau-
yecKas nmxopajka.

Mpu na6opaTtopHOM MCCNEAOBaHUW BbISBASIOTCA TMMO-
rMMKEMWUS HaToulaK, runokanvemus, runocdocoharemus,
TUMNOYPUKEMUS, YBEIMYEHNE LIENOYHON docdaTtasbl B KPo-
BW, TMNEpKanbLUypus, MIIOKO3YpUs, NPOTEUHYPUS, runep-
bochaTypus, runepaMmHoaLMaypus, KETOHYPHS.

FukoreHoBas 60n1e3Hb, TN 0

BospacT Havyana 3a6oneBaHuss — B Nepuoa HOBOPOXK-
[IEHHOCTW WM Ha NEPBOM FOAY U3HW.

Paznnyalot aBe KanHu4eckue dopmbl 3a6oieBaHnd —
NeYeHOYHYIO U MblLLIEYHYIO.

OCHOBHbIE KIIMHUYECKME NPOSIB/IEHNS NEYEeHOYHOW Pop-
Mbl I'B O: BANOCTb, cnabocTb, 61€1HOCTb KOMXKHbIX MOKPOBOB,
TOWHOTA, PBOTA, MMNOMMKEMUYECKME CYAOPOrH, TMNOMNKE-
MWS HaToLWaK, TMNEePKETOHEMUS, TUMEPITIMKEMUS U NaKTaTa-
uMao3 nocne npuema nuiunm. KnmHuyeckas cumntomaTtuKka
KynupyeTtcs NpMemMom nuuin. BarKHO OTMETUTb, YTO, HECMO-
TPS Ha HU3KKE NoKa3aTenu rMUKemmuu, y 60/blUMHCTBA AeTeN
He pa3BMBAETCS NOpaXKeHue LIeHTPanbHOM HEPBHOW CUCTe-
Mbl U HE MPOUCXOAMUT HapYLUEHNS GYHKLMKU NEYEHMU.

OCHOBHbIE KJIMHUYECKME MPOSABNEHUS MbILEYHON POp-
Mbl ['B O: runepTpoduryeckas KapamommonaTus, yenmieHume
NIeBOro npeacepauvsl, HapylweHue putma cepiua BnioTb
[10 CUHAPOMa BHE3amnHom cMepTH, BbicTpas yTOMISEMOCTb,
MbllleYyHaa cnabocTb, HENepeHOCUMOCTb GU3UYECKUX
Harpy3okK, MHoraa — CyAOPOXKHbIA CUHAPOM.

bone3Hb HaKoMJIEHUS IMUKOreHa B cepaue,

BpPOXAEHHasA, NeTajibHaA

3a6oneBaHne MaHUdECTUpPYyeT BHYTPUYTPOOHO —
y pebeHKa oTMevaeTca 6paanKkapans.

OCHOBHbIE K/IMHUYECKME NPOSBNEHNS: rpy6oBaThle Yep-
Tbl IMUA, Makporaoccus. Co CTOPOHbI CEPAEYHO-COCYANCTON
cucTeMbl — Kapauvomeranus, runeptpobuyeckas Kapamo-
Muonatus (GMBEHTPUKYNSAPHas runeptpodus), 3acTonHas
cepAeyHast HeJOCTaTOYHOCTb, TSXKeNble HapylweHus puTma
cepaua, CMHAPOM YKOpPO4YeHHOro PR, CHUeHMe apTepuanb-
HOro JaBieHus. Y NauneHTOB TaKKe HabnopatTca oTek
NIErKMX, acuuT, peHomeranus, runornnkemus. JletanbHbli
ncxod B HeoHaTanbHOM nepuoge.

PasnuyaloTr aBe 6onee 6naronpusiTHbie KAMHUYECKME
dopmbl 3a6oneBaHuns, TakxKe 06yCnoBAEHHblIE MyTaLUaMuU
B reHe PRKAG2: runeptpoduyeckas Kapamommonartums, T1n
6 n cuHapoMm Bonbda — MNMapkuHcoHa — BawTa.

AUATHOCTUKA
ano6bl u aHamHe3
Mpn cbope aHamHe3a peKOMeHAOBaHO 06paTUTb BHU-
MaHue Ha cnegytoliue xanobsol.
Npn HeoHaTanbHbIX Popmax Ib, npoTeKarWUX
C MY/ZIbBTUCHUCTEMHbIM MOPaXKeHNEeM:
°  BSIOCTb;
®  61e4HOCTb KOXHbIX MOKPOBOB, LIMaHO3;
° BfII0e cocaHue, OTKas OT efbl;
° MblleYyHas cnabocCTb;
° ofblllKa, HapyWweHUs abIXxaHus;

*  OTeKMu;

* B uYyacTu cly4yaeB — apTPOrpunos;

* pe3Koe yXy[lleHWe COCTOSHWA pebeHka — BM/OTb
710 KOMbl.

Mpn Knaccuyecknx ¢popmax N6 ¢ BO3pacToM Havana
Ha NepBOM-BTOPOM FOfY XWU3HMU:
e cnabocCTb;
® MOBbIWEHHAs YTOMIAEMOCTb;
®  61e4HOCTb KOXKHbIX MOKPOBOB;
° MOBblWEHHas NOTANBOCTb;
° «3anax auetoHa u3o pTa»;
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® TpeMop KOHEYHOCTEN;
® MOBbIWEHHOE YYBCTBO rO/0Aa;
° nnay 6e3 NpuUYMHbI, NOBbILWEHHAsA pPa34parKMTENbHOCTb

HaToLWaK;

°  TPyaAHOCTM NpM NPOBYKAEHUN (OCOBEHHO NOCE HOYHOIO

CHa);
®  3MM30A4bl CyAOPOr MPU M3MEHEHWW pPEXMMa MUTaHUS

(yBENUYEHUN MHTEPBANa MEXAY KOPMAEHUAMM);

° yBe/lMyeHue B pa3mMepax K1BOTa;
® HOCOBbIE KPOBOTEYEHUS;

° 3ajepxKa GU3NM4EeCKoro pa3BuTHS;
° renaTomeranus;

° 3ajepKKa NosoBOro pasBuTHUS.

Mpn ¢popmax b, npoTeKarLWmUx ¢ NPeuMyLeCTBEH-
HbIM Mopa)XeHuem ne4yeHW MW HayasoMm 3abosieBaHUs
B IeTCKOM BOo3pacTe:

° 3afepxKa pocTa;

°  BbICTyNatoLWmm X1BOT;

° renaTomeranus;

° 3nu304bl cNabocTu, BANOCTH.

Mpn Fb, NnpoTeKawLWHX C TAXKENbIM MNOpPa>KeHUem
noyek (cuHgpomv ®aHKoHM — bukens):
®  pPaxuMTonoaob6HbIe NBMEHEHUS CKeNeTa;
®  HU3KWKM POCT;

° 3ajepxKa npopesbiBaHns 3y60B;
® YyacTble nepenomsl;
° 3ajepKKa NosoBOro pasBuTHUS.

Mpn I'b, NpoTeKawWMUX ¢ NOPa*KeHHeM MbILEYHOH

CUCTEMBI:

° MblleYyHas cnabocCTb;

® HenepeHoCUMOCTb GU3NYECKUX Harpy3oK;

e 6071 B MbllLAX;

° MOAEPrnBaHUA MbllWL, MECTKOCTb MblWL, B OTBET

Ha Gu3nyecKme HarpysKu;

°  anddy3Has MblleyHas rMnoTOHUS;

® TEMHbIN LBET MOYM, OCOBEHHO NPU GUBUYECKUX Harpy3-
Kax;

° aTpodus MbllL, KOHEYHOCTEN.

dusukanbHoe o6cnegoBaHune
Mpn dM3nKanbHOM OCMOTpe creayeT o6paTuTb BHUMa-

HWE Ha Hann4me cnegyroLmx NPosSBAEHNUN.
Mpn HeoHaTanbHbIX Popmax [b, npoTeKawWUxX

C MY/ZIbTUCHCTEMHbIM NOPaKeHNeM:

° runopedneKkcus;

°  anddy3Has MblleyHas rMnoToOHUS;

° Kapguomeranus;

° KapguomuonaTtws;

° HapylweHue puTMa cepaua;

° cepaeyHas He4OCTaTO4YHOCTb;

° HapylweHuWe gblXxaHus;

® OTEKM N1ua, KOHEYHOCTEN.
Mpn Knaccuyeckux ¢popmax b ¢ Bo3pacTom Havyana

Ha NepoBOM-BTOPOM FOAY KU3HU:

° 3ajepxKa GU3NM4EeCKoro pa3BuTHS;

° 0OO0/IblIOW BbICTYyNalOWMNM XMUBOT C pacLUIMPEHHON BEHO3-
HOW CETbIO;

® JIOKasbHOE OT/I0XKEHME NOAKOXKHOM XUPOBOM KNeTHaTKu,
NPenMyLLECTBEHHO Ha LeKax («KYKONbHOE» ML), Tpyau,
aroauuax, 6egpax;

® KOXHble KCaHTOMbl Ha JOKTSX, KONEeHsX, Aroauuax,
6eapax;

° BblparKeHHas renatomeranus;

°* Hedpomeranus;

° Kapauomeranus, kapaunomuonatus (npu I'b, npoTeKkato-
WKMX C MOpaxeHWeM cepaua);

®  rMNOroHagusm;

°  anddy3Has MblleyHas rMnoToHUS;
° GdypyHKynes, CcTomMaTtuTbl, OTUTHI,
MHdeKunn (y naumeHTos ¢ I'b 1b);

Mpn ¢popmax b, npoTeKaroLWMnX ¢ NPeuMyLeCTBEH-
HbIM MopaXeHuem ne4yeHW M Hadasom 3abosieBaHHUSA
B A€TCKOM Bo3pacTe:

° 3ajepxKa GU3M4ECKOro pa3BuTHs;
° renaToMeranusa pasjinyHoOM CTENEHWN BbIPaXKEHHOCTH;
° MHOrAa — 3ajeprKKa MOTOPHOr0 Pa3BUTUS.

Mpun I'b, npoTeKawWMUX ¢ NOPa*KeHUemM MbILEeYHOH
CUCTEMDI:

° MblleyHas cnaboctb, anddy3Has MblllevyHas runoTo-

HMS, yeunuBatowascs npu GM3n4ecKom Harpyske;
®  CHUXXEHWE UK OTCYTCTBUE CYXOXKMUbHbIX pedNeKCoB;
® MNpW BblpaxXeHHON MMWOTNOGUHYPUMU U MUTMEHTYPUU —

yNbTPa3BYKOBbIE MPU3HAKK HapyLWeHUs QYHKLMK NOYeEK;
° npu anekTpoHenpomuorpadbum (AHMI) — nepBUYHO-

MbILWEYHbIN XapaKTep NoparKeHUs.

Mpw I'b, NnpoTeKawWMX c NopakKeHneM noYyekK:

° paxuTonogobHble gedopmaunu cKeneta, gebopmauum

HUXXHUX KOHEYHOCTEN;

° 3ajepxKa GU3M4EeCKoro pa3BuTHs;

° Hebpomeranusa, AUCOYHKLMSA NPOKCUMAbHbIX KaHanb-
ueB., Tybynonatus;

® OCTeoMneHus, 0OCTEONOPO3 MO AAHHLIM AEHCUTOMETPUH;

® CWUHAPOM ManbabCcopbLUu.

YBenuyeHve neyeHu oOBYCNOBMEHO KaK HaKOMNEHW-
€M [/IMKOreHa (He TOAbKO B LMTONAa3Me, HO U B afpax
KNIETOK), TaK M HaKonieHMeM AUNUAOB (CTeaTo3 neveHw).
lMpn 3aTOM cene3eHka 06bIYHO He yBeNnyeHa B pa3me-
pax — 3a WCKYEeHMEM clyvyaeB, Korga pas3BuBaeTcs
LMppo3 nevyeHu. NoagpobHee — cM. pasgen «KanHuveckas
KapTuHa».

peunaMBupyoLmne

JlTaGopaTopHble AuarHocTU4ECKHNE UccefoBaHUS
JlabopaTtopHasa AnarHOCTMKa [MKOreHO30B BK/OYaeT

B ce65 HMKeNepeyncneHHble uccnegoBaHus.
Ana Bcex Tunos Ib:

e 06WMKMK (KNTMHUYECKUIM) aHaNN3 KPOBU (pa3BEPHYTbIN);

® aHaln3 KPOBKU BUOXMMUYECKUI obLleTepaneBTUYECKUN:
rntoko3a, AJIT, ACT, nakTaT, ramma-rnytamuntpaHcoe-
pasa (I'TT), wenoyHasa pocdartasa (LLP), o6wnin 6enox,
anbOyMWH, XONEeCTEPUH, TPUMMULEPHUIbI, MOYEBas KUC-
noTa, 6unnpy6buH; onpegeneHne aktuBHocTn KPK B Kpo-
BM, UccnegoBaHue ypoBHs/akTuBHOCTH KPK-MB B Kpo-
BUW; NaKTataerngporeHasa (JI4), HaTpui, Kanuiu, xnop;
uccnefoBaHMe YypoBHS 06LWEro KaabLus U MOHU3WMPO-
BAHHOrO KanbLMs B KPOBW; UCCeAOBaHWE YPOBHS CBO-
604HOr0 L-KapHUTUHA B KPOBW; UCCNefOoBaHWE YPOBHS
obuero L-kapHuTMHa B KpoBu [36, 37];

° JunuagorpamMma KpoBM: OnpefeneHue xonectepuHa,
JITTHM, NNBIM, TpUurnuuepuraos;

® KMCNOTHO-leno4yHoe cocTosiHme (KLLUC) kpoBu (pH Kpo-
BMW, CTaHAapPTHbIN 6ukapboHaT — HCO, 6ydepHble 0CHO-
BaHus (base excess; BE));

® Koarynorpamma KpoBu;

° onpegeneHne coaepxaHusa
B KPOBM.
JononHutensHo — npu b ¢ nopa)keHnemM MbiLLl€YHOH

CUCTEMDI:

° uccnefoBaHWe YPOBHS/aKTUBHOCTM M30bepMeEHTOB
KPK-MB;

° onpepgeneHne coaeprKaHus MMOrnobumHa B Moye.
JononHutensHo — npu cuHapome PaHKOHM — BuKensi:

e onpegeneHue ¢ocdaTtoB B KPOBY;

° onpegeneHne CyToO4HON NPOTENHYPUMK;

° onpegeneHne MUMKpPoanbbyMUHYPUH;

anbda-peTonporenHa



®  OUOXMMUYECKMI aHanNn3 CyTOYHOWM MOYM: onpeaeneHue
3KCKpeumn Kanbumsa u ¢ocodaTtos;
® COOTHOWeHUN pocdaTbl/KpeaTUHUH B pa3oBOW Nopumu

MOYMH.

PekomeHfOBaHO npu MEPBMYHOM AMArHOCTUKE BCEX
TUNOB MMKOreHO30B NpoBefeHne BGUOXMMMUYECKOro oblLue-
TepaneBTMYECKOro aHanunaa (roko3a, AJIT, ACT, MofioyHas
Kucnota (naktat), I'TT, LLP, obwmi 6enok, anbGyMuH, xone-
CTEPWH, TPUINLEPUIbI; UCCNefoBaHME YPOBHS nMNonpoTe-
MHOB B KPOBMW; MUcclieoBaHWe ypoBHSA xonectepuHa JIMHIT;
ncecnegosaHue yposHs xonectepuHa JIMBI; moyeBon Kuc-
NnoTbl, 6UNMPYO6UHA; onpegeneHme aktuBHocT KOK B Kpo-
BMW; nccnegoBaHne ypoBHS/akTuBHoCcTM KPK-MB B KpoBsw,
NAI, HaTpuK, Kanuin, xnop, uccnegoBaHne ypoBHS obwero
KanbLns U MOHM3MPOBAHHOMO KaNbLMa B KpoBK) [19, 23, 36,
37, 38]. YpoBeHb y6eaUTE/IbHOCTU pPEeKoOMeHAauun —
C (ypoBeHb JOCTOBEPHOCTH fOKa3aTeNbCTB — 5).

Mnornukemus (0,6-3,0 MMmonb/n), 4valle 6GeccuMm-
NTOMHas WAM C CyLOpOramu, TSXenblM NaKTaTaungo3om
(3,0-10,0 mmonb/n), BO3HMKAET NpU ManenLem ronogaHum
W NpW OTCYTCTBMU CBOEBPEMEHHON BepudHnKaLmMm anarHosa
W neyeHnsa NpUBOAMT K CMepTH B Bo3pacTe oT 1 go 3 neT.
Kpome TOro, B CbIBOPOTKE KPOBM OTMEYaeTcs NoBblWEHUEe
KOHLEHTPaUUN TPUMINLEPUAOB («XxMne3Has» CbiBOPOTKA),
obuero xonectepuHa, a takxe JINOHM, JINHM, anonunonpo-
TenHoB B, C v E. TakXe oTMe4aloTcs runepypukemMus, nosbl-
LeHMe CbIBOPOTOYHbIX KOHUeHTpauun AT, ACT, WS, ITT,
NnAar[21, 371. Y petewi ¢ I'b Il c BoBnevyeHnem B natonorunye-
CKMI NPOLECC MbllL, KPOME YKa3aHHbIX U3BMEHEHMI YacTo
[AMarHoCTUPYIOT NOBbILEHNE CbIBOPOTOYHOM KOHLLEHTPaLMK
K®K B nokoe [29]. Y nauuneHToB ¢ 'b VI 1 I'b IX oTmMeyvatoTca
aHanornyHble nabopaTopHble U3MEHEHWS, BbIPaXKEHHOCTb
KOTOPbIX 3HAYUTENbHO MEHbLIE M KYNUpyeTcs C BO3PacTom
(o6bI4HO B ny6epTaTHOM nepuoae) [34]. KoHueHTpaums rio-
KO3bl B CbIBOPOTKE KPOBM 06bIYHO HOpMasibHa npu B IV [32]
1 npu mblwevHon dopme I'b 0. Mpu nevyeHoyHon popme I'b O
OTMEYaloTCs TUMNOIIMKEMUS U TMNEPKETOHEMUS HaToLlaK,
HO FMNEPrIMKEMMUS U NaKTaTaLnLo3 nocne efbl.

MccnenoBaHUs TakKe NPOBOAATCA NPU AMHAMUYECKOM
HabNAeHNN, B CpeaHeM Kaxkable 3 mec nM6o npu yxyawe-
HUK cocTosHMA NnaumeHTa. O6bem nccnefoBaHuin onpeaens-
eTcs TUNOM FMUKOoreHo3a.

Heo6xoamMmo npoBeaeHue nccnegoBaHma Kposu Ha KLLC
npu OMarHoCTUKe W Janee Npu gMHamMM4ecKoM Habnoge-
HUKM nauneHtam ¢ b | (aononHMUTENBHO NPU 0BOCTPEHUMU
N UHTEPKYPPEHTHbIX 3a60neBaHmsX) C LeNblo CBOEBPEMEH-
HOro BbISIB/IEHWUS U KOppeKuun Hapylwenun KLUC [36, 37].
YpoBeHb y6eauTeNbHOCTU peKomeHaauun — C (ypo-
BEHb JOCTOBEPHOCTU fJOKa3aTeNbCTB — 5).

MeTabonuyeckunn aunaos (pH KpoBu 00 7,34 U HUXKe)
yXyAlWaeT COCTOSHME NnauueHTa U NPMBOAMT K AEKOMMEH-
cauumu C pa3BUTUEM PECNMPATOPHOro AMCTPeCcC-CUHAPOMA
npu 3a6oneBaHnax BEPXHUX AblxaTesbHbIX NyTen. KpaTHOCTb
nccnepoBaHna — B cpeaHem 1 pas B 3 Mec. Npu yxyaweHuu
COCTOSIHMA — Yalle.

Y naunenToB ¢ I'b Ib oTmeyvatoTcs abcontoTHaa HeUTpone-
HUA (MeHee 1000 KNeToK/M), a TaKKe aHeMUS pPa3/IMYHON
cTeneHu BblpaxeHHoCTU. Y nayueHToB ¢ b VIl — aHemus,
No3TOMY PEKOMEHAO0BAHO MpoBefeHue o6Lero (KaMHu4e-
CKOro) aHanM3a KPOBW pPa3BEpHYTOro Mpu AUMarHOCTUKE
W fanee Npu AMHaMMYeCKoM HabMloAeHnM BCEM NauneHTam
¢ 'b ¢ uenblo KOHTPONS YPOBHS HEMTPODUIIOB M CBOEBpE-
MEHHOM AWarHOCTUKM aHeMWUW (AOMONHWUTENbHO MPU XPO-
HWYECKOW HeWTponeHun K ee nedveHuun) [23, 24, 27, 39].
YpoBeHb y6eaAUTEeNbHOCTU peKomeHpauun — C (ypo-
BEHb AOCTOBEPHOCTU fOKasaTtenbCcTB — 5). KpaTHocTb
nccnepgosaHua — B cpeaHem 1 pas B 3 mec.

Bcem nauueHTam c nogospeHueM Ha ['b ¢ nopaxeHunem
nevyeHn n ¢ b ¢ NoparKeHNsIMKU NEeYEeHU NPU HaNUYUK KPo-
BOTEYEHMN MOKa3aHO MpOBeAEeHWE WCCNefOBaHUsA KpPOBU
Ha remoctas (Koarynorpamma) [23, 24, 27, 39]. YpoBeHb
y6eauTenbHOCTU pekoMmeHpauun — C (ypoBeHb AOCTO-
BEpPHOCTU flOKa3aTtenbcTB — 5). UccnepoBaHue npoBo-
AUTCA fanee B nNpouecce AUHAMUYECKOro Hab6nloaeHuUA
He pexe 1 pasaBroj. 06bem uccnegoBaHus onpeaensa-
eTCAl UHAUBUAYaNbHO.

Y nauneHToB ¢ 'b | ¢ cumnTOMamu NOBbILWEHHOW KPOBO-
TOYMBOCTHU TaKKe MOXeT ObiTb PacCMOTPEHO NpoBeaeHue
nccnegoBaHusa ypoBHA aHTUreHa dpaktopa BunnebpaHaa.

MpoBefeHne 72-4acoBOro HenpPepbIBHOr0 MOHUTOPUPO-
BaHWUS MNIOKO3bl HEOGXOAMMO NPOBOAUTL 2 pas3a npu nep-
BMYHOM rocnutannadaumm (Npu NOCTynaeHun v nepes Bbinu-
CKOM Ansl OUEHKN 3DdEKTUBHOCTU CbIPOrO KYyKypy3HOro
Kpaxmana), fanee — 4yepes3 6 Mec, 3aTeM — 1 pa3 B rog
Bcem nauueHtam ¢ I'b [36, 37]. YpoBeHb y6e4uTebHOCTH
peKkomeHaauun — C (ypoBeHb AOCTOBEPHOCTU AOKa-
3atenbcTB — 5). OQHOKpPATHbIX XaOTUYHbIX M3MeEPEHUN
KOHLIEHTPaLUMUKN [NIOKO3bl B KPOBW C MOMOLbIO [IOKOME-
Tpa 4acTo 6blBaeT HeAOCTaTOYHO A5 BbISIBAEHUS CKPbITbIX
rMNOrMKEMUI, OCOBEHHO B HOYHOE BPEMS, B CBSA3M C YeM
peKomMeHayeTcs AaHHbIM MeToa uccnenoBarus [40].

C uenbto AMarHOCTUKU/KOHTPONSA COCTOSAHUS YINI€BOAHO-
ro o6MeHa 1 CBOEBPEMEHHOM KOPPEKLMU TEPANEBTUYECKHX,
B TOM 4YMCNe AMETONIOTMYECKMUX, MEPOMPUATUIA PEKOMEHIO-
BaHO onpejeneHne rnMkemuyeckoro npobuns (npu nep-
BMYHOW rocnutann3dauum gns BepuduKauuum guarHosza —
C INIOKO30M, Aanee — C NuLLeBON Harpy3kom) [36]. YpoBeHb
y6eauTenbHOCTU pekoMeHpauun — C (ypoBeHb AOCTO-
BEpPHOCTU AOKa3aTtenbcTB — 5). MiccnepoBaHune ¢ nuule-
BOW Harpy3sKom B AMHaMUYeCKOM HabnoAeHUM NPOBOAUTCS
C 4YacToToM He pexe 1 pa3a B roj.

C uenblo CBOEBPEMEHHOrO BbiiBNEHUS geduumnta BuTa-
MUHa D 1 Ha3HayeHuns Tepanuun ana npodunakTUKn/neveHns
0CTeonopo3a NoKasaHo NpoBefeHne UccnegoBaHms ypoBHS
25-0OH ButamuHa D B kpoBu nauuneHtam ¢ I'b I, 111, VI, IX [19,
23, 38]. UccnepoBaHue cneayeT NpoBoAnTb He pexe 1 pasa
B rog, 4yauie — no Heo6xo4MMOCTH.

PekoMeHfOBaHO onpegeneHne KoHueHTpauuu anbda-
deTonpoTeMHa B CbIBOPOTKE KPoBM 1 pa3 B rog BceM
naunMeHTam ¢ I'b Cc nopaxeHWem nevyeHu, Npu Hanu4yuu
ajleHoM neyeHn — 1 pa3 B 3—6 mec [36, 41]. YpoBeHb y6e-
AUTENIbHOCTU peKomeHaauun — C (ypoBeHb gocToBeEp-
HOCTU fOKa3aTenbCTB — 5). AAEHOMbl NeYeHn OTHOCATCSH
K XOPOLLO U3BECTHbIM OCNOXHeHUAM I'b |. PazBuTne ageHom
neyveHun npu ' BO3MOXKHO B 11060M BO3pacTe U He 3aBUCHUT
OT NnoJfia NaLneHToB, OHN MOTYT ObITb €ANHUYHBIMU U MHOXE-
CTBEHHbIMW, HEPEAKO NEPEPOXKAATbCs B 3/10Ka4YECTBEHHbIE
[42, 22]. JaHHbI MeTOA UCCNeaoBaHMA NOKa3aH AN UCKIO-
YeHUsa/NOATBEPKAEHNS NpoLiecca MalUrHu3aLummn B NeYeHu.
Mpu 3TOM cneayeTt OTMETUTb, YTO AaHHbIA MapKep He MOXeT
cyMTaTbhCsl aBCONOTHO HAZEXHbIM Yy nauueHToB ¢ b [43].

Mporpeccupytouwee nopaxeHue novek npu ' | nposs-
n9eTca BOSHUKHOBEHWEM MUKPOaNbOyMUHYpUK € TpaHchOop-
MaLMen ee B HapacTaloLLyto NPOTENHYPUIO U NapanienbHbiM
CHU)EHMEM CKOPOCTU KNy6O4YKOBOM duabTpauun BNAOTb
40 GOpPMHUPOBaAHMA XPOHUYECKOM NOYEYHOW HEAOCTaTOYHO-
cTn. Ha ¢oHe pasButus HedponmutTMasa n HebpoKanbLUHO-
3a MOryT oTMeyaTbCs remMatypus, MHOEKLMN MOYEBbLIBOAS-
Wwmx nyten [25], KoTopble TPeBYIOT AMArHOCTUKKU U Tepanuu
B paMKax COOTBETCTBYIOLLMX KIMHUYECKUX PEKOMEHAALINN.
MNMopaxeHne novyek npu b Il npoaBnseTcs peHasbHbIM
Ty6ynspHbIM aunao3om [19]. KeToHoBbIe Tena NoBbIlWaTCs
npu I'B 1, lll, VI, IX. PeKomMmeHOaoBaHO npoBegeHune 06LLero
(KNIMHMYECKOr0) aHanM3a MOo4YM MpU NOCTAHOBKE AMarHo-
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3a v pganee 1 pas B 3 mec (LBET, KETOHOBbIE TeNa, CoMn),
aHannsa Mo4u no Aaaumcy — KaKoBCKOMY M 3UMHMULKOMY
nauuneHtam ¢ I'b ¢ nopaxeHnem noyeK, B TOM YUCNE C CUH-
apoMom PaHKoHM — BuKens, ¢ uenbio CBOEBPEMEHHOM Ana-
FHOCTUKW/KOHTPONS MNopaeHus noyek [19, 23, 36, 39].
MccnepoBaHne npoBoanTCca B cpefgHem c Yactoton 1 pas
B rog, Npu HeobXxoAMMOCTU — Yallle. YpOBEHb yoeaUTe NN b-
HOCTU peKomMeHpauuin — C (ypoBeHb JOCTOBEPHOCTHU
AOKa3aTenbCcTB — 5).

Y nauueHTtoB ¢ B ¢ nopaeHWeM Mo4veK, B TOM YuUC-
ne ¢ cuHgpomom PaHKoHM — BuKens, ¢ Uenblo guarHo-
CTUKW/KOHTPONS COCTOSIHUSA NOYeYHOM GYHKUMM PEKOMEH-
[LOBaHO npoBeaeHune wuccnepoBaHua GyHKUMKM HeDPOHOB
no KAMpeHCy KpeaTuHuHa (npoba Pebepra) [39, 44, 45].
YpoBeHb y6eauTeNbHOCTU peKomeHaauun — C (ypo-
BEHb [JOCTOBEPHOCTM AOKasaTenbcTB — 5). KnupeHc
KpeaTuMHWHa (CKOPOCTb KyOO4YKOBOW dunbTpaLnun) cnegyet
paccuuTbiBaTb No dopmyne (pacyetHas — no dopmyne
LLIBapua, npu MnoBbllWEHHOMW Macce Tena — no dopmyne
KokpodTa — lonTta).

Heo6x0a1MM0 NPOBOAUTL UCCefOBaHWE CYTOYHON MOYM
Ha 9KCKpeuMIo conen (COOTHOLWEHUA docdaTbl/KpeaTUHmH
B pa3oBOW MopuuMn Mo4YM) y naumeHToB ¢ B ¢ nopaxeHu-
€M MoYeK, B TOM 4ucne ¢ cuHapomom PaHkoHn — bukens,
npv AUarHOCTUKE U B AMHAMMYECKOM HaBN0OAEHUN C LeNbio
npefoTBPaLLEHMNS/KOHTPONS KaMHeo6pa3oBaHUsa B NoYKax
[44,45]. UccnepoBaHus ciefyeT NpoBOANTb He pexke 1 pasa
B rofl. YpoBeHb y6eauTeNIbHOCTU peKomeHaauun — C
(ypoBeHb JOCTOBEPHOCTU JOKa3aTeNbCTB — 5).

MauveHtam ¢ B ¢ nopaxeHuWeMm Mo4vek, B TOM 4ucle
¢ cuHagpomom dPaHKoHM — bBukenda, cnegyet onpenensitb
ypoBeHb docdopa, napatMpeomngHOro ropmoHa B KpoBM
npu AMArHOCTMKE WM B MpoLecce AMHAMUYECKOro Habnio-
LEeHUs C uenblo NpefoTBpaLleHus/KOHTpoNs KamHeobpa-
30BaHua [39, 45, 46]. MccneaoBaHua cneayet NpoBOAUTb
He pexe 1 pasa B roj. YpoBeHb y6eaUTEIbHOCTU pPEKo-
MmeHaauun — C (ypoBeHb JAOCTOBEPHOCTU [OKa3a-
TenbcTB — 5).

PekomeHgoBaHo onpeaeneHne aktuBHocTM KOK B Kposu
n/unun uccnegoBaHune ypoBHsa/aktuBHocT KOK-MB naumer-
Tam ¢ 'b ¢ nopakeHneMm Mblle4YHOM TKaHu Npu AnarHoCcTuKe
W Npyu AMHAMUYECKOM HabNIOAEHUMU C LIeNbl0 CBOEBPEMEH-
HOWM MArHOCTMKKW TaKoro nopaxenus [39]. B auHammnyeckom
HabnheHMnM YactoTa uccnepoBaHua B cpegHem 1 pas
B roa. YpoBeHb y6eauTenbHOCTU peKomeHpgauui — C
(ypoBeHb JOCTOBEPHOCTU JOKa3aTeNbCTB — 5).

PekomeHaoBaHO onpegeneHne cogepxaHus MUOorno-
6uHa B Moye nauueHTam ¢ b ¢ noparkeHMem MbllevyHon
TKaHW NpU AMarHoCTMKe U NPy AMHAMUYECKOM Habno4eHUN
C LeNblo KOHTPOAA TeyeHus 6one3Hu [39]. B anHamumyeckom
HabngeHMM YactoTa uccnegoBaHua B cpegHem 1 pas
B rofl. YpoBeHb y6eauTeNIbHOCTU peKomeHaauun — C
(ypoBeHb JOCTOBEPHOCTU JOKa3aTeNbCTB — 5).

Knaccuburkaums, KNMHUKO-nabopaTopHas U GUoOXMmMUYye-
cKas xapakTtepuctuka 'b gaHbl B Tabn. 1.

MoneKkynsapHo-reHeTU4ECKasa AUarHoCcTUKa

BceM naumeHTamM C KAMHMYECKMMU Npu3dHakamu b
noKasaHo npoBeAeHUne MONEeKYyNAPHO-reHeTUYECKOro
nccneaoBaHuUs: onpeaefieHne BapMaHTOB reHoB B o6pa3sLe
61oNornyeckoro matepuana Apyrom WM HeyTOYHEHHOM,
He KnaccudUUMPOBAHHbLIX B APYrnx pybpuKax, MeToaoMm
ceKkBeHnpoBaHusa no CeHrepy, U/unun onpeaeneHne cTpyk-
TYPHbIX BapuMaHTOB reHOB B o6pasle 6GMOoN0rMyeckoro
mMartepuana Apyrom WM HeyTOYHEHHOM, He Knaccuduum-
pOBaHHbIX B APYrMx pybpuKax, MeToJoM MHOMECTBEH-
HOW NUra3Ho-3aBUCUMMOW amMnandUKauMn 30HAOB, U/WUK

onpegeneHne BapuaHTOB reHoB B o6pa3ue 6uonoruye-
CKOro matepvana Apyrom uiuv HeyTOYHEHHOM, He Kinaccu-
GUUMpOBaHHbIX B APYrnx pybpuKax, MeTogoM TapreTHo-
ro0 BbICOKOMNPOU3BOANUTENbHOIO CEKBEHWPOBAHMUA, W/WUNK
onpegeneHne BapuaHTOB reHoB B o6pa3ue 6uonoruye-
CKOro matepvana Apyrom uiuv HeyTOYHEHHOM, He Kinaccu-
GUUMpPOBaHHbIX B APYrMx pybpuKax, MeTo40M BbICOKOMPO-
M3BOAUTENBHOIO CEKBEHMPOBAHUSA C LieNibio BepuduKaumm
anarHosa [2, 10, 13]. YpoBeHb y6e4UTEeNIbHOCTU PeKo-
mMeHaauuminh — C (ypoBeHb [OCTOBEPHOCTU fAOKas3a-
TenbCTB — 5).

uKoreHoBasi 60/1€3Hb, TUN la

MoneKynsapHo-reHeTM4ecKoe uccnegoBaHWe: BbISB-
neHve mytauui B reHe G6PC, KoaupyloleMm rnioKo30-6-
docdaTtasy.

ukoreHoBasi 60/s1€3Hb, TUM Ib

MoneKkynspHo-reHeTu4yeckoe uccnegoBaHue: BblsiBNe-
HWe myTaumi B reHe SLC17A4, Kogupylowem MUKpocoMab-
HbIM TPAHCMOPTHbLIA GeNoK T, .

ukoreHoBasi 60s1e3Hb, Tun I

MonekynspHo-reHeTu4yeckoe uccnegoBaHue: BblsiBNe-
HWe myTauuin B reHe AGL, KOAWPYIOLWEM MUKOreH-4eBeTBS-
WK GEPMEHT.

uKkoreHoBasi 60/1€3Hb, TUN IV

MoneKynsipHo-reHeTM4ecKoe uccnenoBaHue: BbiBNe-
HWe MyTauun B reHe GBE1, koaupyouwem amuno-1,4:1,6-
rnioKaHTpaHcdepasy.

ukoreHoBasi 60/s1€3Hb, TUN V

MonekynspHo-reHeTu4yeckoe uccnegoBaHue: BblsiBNe-
HWe mMyTauui B reHe PYGM, Koaupyowem MblleyHyto doc-
dopunasy.

ukoreHoBasi 60s1€3Hb, TN Vi

MonekynspHo-reHeTu4yeckoe uccnegoBaHue: BblsiBNe-
HWMe MyTauuh B reHe PYGL, koaupytolem dochopunasy
neyeHu.

nuKoreHoBas 6oie3Hb, Tun IXal n IXa2

MonekynspHo-reHeTu4yeckoe uccnegoBaHue: BblsiBNe-
HWe MyTauun B reHe PHKA2, koaupyowem a,-CcyGbeanHuuy
neyeHOYHOM KMHa3bl dpocdopunassbl.

ukoreHoBasi 60s1€3Hb, TUN IXb

MonekynspHo-reHeTu4yeckoe uccnefoBaHue: BblsiBNe-
HWe myTauuin B reHe PHKB, kogupylowem B-cyGbeanHuuy
MblLWEYHON/NIe4eHOYHON KMHa3bl dochopunasbl.

uKoreHoBasi 60/s1e3Hb, TUMN IXC

MonekynspHo-reHeTu4yeckoe uccnegoBaHue: BblsiBNe-
HWe MyTauuh B reHe PHKG2, Koauvpylollem TecTUKynsap-
HYl0/NeYeHOYHYI0 M30bOopPMYy Y-CyObeanHULbl KMHa3bl doc-
dopunasbl.

IuKkoreHoBasi 60s1€3Hb, TUN IXd

MonekynspHo-reHeTu4yeckoe uccnegoBaHue: BblsiBNe-
HWe MyTauun B reHe PHKAL, KOAMPYIOLWEM MbILLIEYHYIO U30-
dopmy a-cybbeanHuLbl KWHa3bl dochopunasbl.

uKkoreHoBasi 60/1€3Hb, TUM X

MonekynspHo-reHeTuyeckoe uccnefoBaHue: BblsiBNe-
HWe MyTauun B reHe PGAM2, KOAMPYIOLWEM MbllEYHYO
dochornmueparmyTasy.
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KJIMHUYECKUE PEKOMEHAALUUU

MukoreHoBasi 6os1€3Hb, TN Xl

MoneKkynspHo-reHeTu4yeckoe uccnefoBaHue: BbisiBle-
HWe MyTauumn B reHe LDHA, Kogupywowem cybbeanHuLy
A naKktataermgporeHasbi.

CuHgpom DPaHKOHU — BuKkens

MoneKkynspHo-reHeTu4eckoe uccnefoBaHue: BbisiBlie-
HWe myTauumin B reHe SLC2A2, KoaupytloweM TpaHcnopTep
rIOKO3bI 2.

MukoreHoBasi 601€3Hb, TN 0

MoneKkynspHo-reHeTu4eckoe uccnefoBaHue: BhbisiBle-
HWe MyTauuin B reHax GYS2 n GYS2, KOgMpPYIOLWKUX NevyeHou-
HYO M MbILIEYHYIO [NTMKOrEHCHUHTa3Y.

Bone3Hb HaKoM/IeHUs rNIMKOoreHa B cepjue,

BpPOXXAEHHas, NeTalbHas

MoneKkynspHo-reHeTu4yeckoe uccnefoBaHue: BbisiBlie-
H1e MyTaumi B reHe PRKAG2, KogupyoLuem y,-Cy6beanHuLy
5'afeHo3nHMoHodoCchaT-aKTUBMPYEMON NPOTEUHKMHA3bI.

UHCTpyMeHTaNbHble AUarHocTu4eckue

uccnepoBaHus

PeKkomeHL0BaHO MpoBeAeHWEe yNbTPa3BYKOBOIO MccCle-
noBaHusg (Y3W) opraHoB GpIoLLIHON NONOCTM MPM MOCTaHOBKE
anarHosa 1 ganee 1 pas B rog naumeHTtam ¢ 'b ¢ nopa-
EHMEM MEYEHU C LIeIbI0 OLLEHKM COCTOSIHUS MapeHXMMbI
NeyYeHn, KOHTPONS pa3MepoB MeYEHU, BbISBIEHUS aJEeHOM
nevyeHu, OLLEHKM COCTOSIHUSA MOAXKENYAOYHOW enesbl [36,
39]. YpoBeHb y6eaUTENbHOCTU peKomeHaauun — C
(ypoBeHb AOCTOBEPHOCTHU AOKa3aTenbCcTB — 5). [1pn Y31
y BCex 60/1bHbIX OTMEYaeTCs 3HaYnTENbHOE YBENYEHNe o6e-
WX ONEen NevyeHun, B ocobeHHOCTH 1IeBOK. [MapeHxnuma neve-
HW rMNepaxoreHHa, CTPYKTypa ee xapaktepuayetcsa audaoys-
HOW HEOAHOPOAHOCTbIO 3a@ CYET MHOMKECTBEHHbIX MEIKMX
rMNEepP3XOreHHbIX 3XOCMIHaN0B C PaBHOMEPHbLIM pacnpeje-
NIeHMeM No BceMy 06beMy napeHxuMbl. OTMeYaeTcst TaKkxKe
ocnabieHne NPOXOXKAEHUS ynbTpa3ByKa B BMAE CHUMKEHUS
YETKOCTU WM3006paXKEeHUs AUCTajbHbIX YYACTKOB MapeHXu-
Mbl OT 1/4 go 1/2 no rnybuHe opraHa. 3ta 0CO6EHHOCTb
axorpad@uryecKon KapTuHbl 06bIYHO Haubonee BblipaXeHHa
npu I'b | no cpaBHenuto ¢ B 1lI, VI, IX. OgHOBpeMEHHO nmeeT
MecTo o6efHEHME COCYAMUCTOrO PUCYHKa MeYeHu: BU3yanu-
3UPYIOTCH €AUHUYHbIE TOHKUE, TOPU30HTAIbHO HamnpaBeH-
Hble MEeYEeHOYHble BEHbl C POBHbIM KOHTYPOM; MpaKTuye-
CKM OTCYTCTBYET PUCYHOK MENIKUX BETBEN BOPOTHOM BEHbI.
B peakux cnyvyasx BU3yannm3npyroTcs aleHOMbI NeYeHu (eam-
HWYHbIE MM MHOMECTBEHHbIE), OT/IMYAlOWNECSH CTPYKTYp-
HbIM Pa3HO06Pa3NEM — TMMOIXOrEHHbIE C TMMEPIXOreHHbIM
060AKOM WM TUMNEPIXOTEHHbIE C aH3IXOrEeHHbIM OGOAKOM.
MHorga oTMmedvaeTcss Hebonblwoe yBeNWYeHwe pa3mMepoB
cene3eHKkn 6e3 U3MEHEHUN ee NapeHXMMbl U COCYAUCTOrO
PUCYHKa. MpW HaNM4YnKM LMPPO3a NeYeHn BM3yaan3npyoTcs
HEPOBHbLIN €€ KOHTYP, MHOMECTBEHHble Yy3/bl Pa3iM4yHOM
3XOrEeHHOCTM B MapeHXMMe OopraHa, pacluMpeHue aname-
TPOB CTBOJIOB BOPOTHOM U CENE3EHOYHON BEH.

Take MMerT MeCcTo pas3finyHble aHoManum GopMbl
eNYHOro nyabipsa (Yawe — nepernbobl B 06nactu AHa),
yBE/MYEHNE €ro pa3mMepoB, HapylleHMEe COKpaTUTENbHOWM
GYHKUMK, yTONWEeHNe CTEHOK. Budyanusunpyetca andodysHoe
yBeNNYEeHUe NOAKENYAOHHON Kenesbl, MapeHxnuma ee runo-
WKW TMNEeP3XOreHHa, MHoraa HeoaHopoaHa [48].

Y3W no4vyek peKoMeHA0BaHO MPOBOAMTL MPWU MOCTAHOB-
Ke AauarHosa W ganee nNpuv AMHAMWUYECKOM HabG0AEHUU
nauneHTam ¢ 'b ¢ nopaxeHnem NoYeK ¢ Uuenbto onpeaene-
HWS Pa3MepoB MOYEK, AMArHOCTUKM CTPYKTYPHbIX Hapylle-
HWUW, KOHTPONS KamHeobpas3oBaHua [36, 39, 44]. YpoBeHb

y6eauTeNbHOCTU peKoMmeHaauum — C (ypoBeHb AOCTO-
BEpPHOCTU poKasarenbctB — 5). [lpu b |, cuHapome
®daHKOHM — BWKens oTMevaloTcs yBenuM4yeHue pa3MepoB
noyeK, YyTo/lEeHNE NapeHXMMbl U NMOBbILLIEHNE 3XOrEHHOCTH
KopKoBoro cnosi. CobuparenbHas cuctema noyexk 6e3 oco-
6eHHocTen [6, 48]. NccnepoBaHMe NpPoOBOASAT B CPEAHEM
He pexe 1 pasa B roj, ¢ Bo3pacrta 10 net — o6s93aTtenbHo.

Axokapaunorpadus (AxoKl) n AKI npoBoasaTcs npu nocTa-
HOBKe auarHoza b Ill u IV n gpanee — npu exerogHom
o6cnefoBaHMM C LENbl0 CBOEBPEMEHHOIO BbISIBEHUS
n Tepanuun Kapgnommonatuu [36, 49]. YpoBeHb y6eanTeb-
HOCTU peKomeHaauun — C (ypoBeHb JOCTOBEPHOCTHU
AokKasaTtenbcTtB — 5). Y nauumentoB ¢ I'b Il u IV nopaxa-
I0TCH OpraHbl cepaevyHo-CoCyanucTon cuctembl — oT IKI-
NPU3HAKOB XeNyao4KOoBOW rMNepTpodun A0 BbiparKeHHOM
Kapavomeranumu, Kapamopmbpo3a M cepaedyHon HepocTa-
To4yHocTM [19, 32, 33].

PekomeHOoBaHO MNpoBEAEHWE HEWHBA3UBHOW TpPaH3wU-
€HTHOM 3anacTorpadumn nevenun (TAl) (anactomeTpus nedye-
HW) AN OLLEHKM COCTOSIHWUS CTPYKTYpbl neveHn y aeten ¢ I'b
C nopaeHuem nevyeHun [36]. YpoBeHb y6eAUTENbHOCTHU
pekomeHpaauun — C (ypoBeHb JOCTOBEPHOCTU [AOKa-
3arenbcTB — 5). Y naumneHtoB ¢ b oTmevatotcs dubpo-
TUYECKME W3MEHEHWUS Pa3/IMYHON CTEMEHW BbIPAXKEHHOCTH
BM/0Tb A0 GOPMMPOBAHMUS LUMppo3a neyeHn. BaxHo oTme-
TUTb, 4TO TAI NO3BONSET BbIIBUTb CTPYKTYPHbIE UBMEHEHUS
neyvyeHn aaxe npu OTCYTCTBMM NaBGOPaTOPHbIX U3MEHEHWMN.
MccnepoBaHue nposBoauTcs B cpeaHemM 1 pa3 B rog

MarHuTHO-pe3oHaHcHylo Tomorpaduio (MPT) opraHoB
6ptowHon nonoctn (Npu Heobxogumoctn — MPT opra-
HOB OPIOWHOM NOMOCTU C BHYTPUBEHHLIM KOHTPaCTUPO-
BaHMEM) UKW KOMMNbloTEpHYO ToMorpaduio (KT) opraHoB
OPIOLWHON NONOCTU C BHYTPUBEHHbBIM BOJIIOCHBIM KOHTPAaCTH-
pPOBaHMEM PEKOMEHAO0BAHO MPOBOAMTL MPU MOAO3PEHMUU
Ha HaJnyMe HOBOOOGpPA30BaHWM C LENbD MX AMArHOCTU-
KW, @ TaKXe ANS KOHTPONS COCTOSIHWUS aAeHOM MeYeHu
npu nx Hannymm [38, 39]. YpoBeHb y6eAUTEIbHOCTU PEKO-
meHpauun — C (ypoBeHb AOCTOBEPHOCTU [AOKa3a-
TenbcTB — 5). [letam g0 16 neT ¢ AaHHOW LEnblo vauie
nposoaaT Y3U 6plowHOM Nonoctn (KOMMEKCHOE), nocne
16 netr — MPT- unn KT-nccnegoBaHue ¢ KOHTpAcTMpoOBa-
HMEM Kaxkable 6-12 mec Ans BblIBEHWS ajgeHomaTto3a
neyeHn. lpu BbIABAEHUM aJeHOMaTo3a neyeHn — Y3U
OpPIOLWHOM NONOCTM (KoMMJIEKCHOE), nnn MPT opraHoBs 6ptoLu-
HOM nonoctu, unu KT opraHoB GpIOLLIHON NOIOCTU B 3aBUCH-
MOCTK OT BO3pacTa 1 BO3MOXHOCTEN MaLMeHTa, Npu Hau-
YUKW/ OTCYTCTBMM MPOTUBOMOKa3aHUMN.

PekomeHgoBaHo npoBefeHne a3odaroracTpoayoneHo-
CcKoMnMuu naumeHTam ¢ 'b n npuaHakamun LMppo3a MeyeHu
015 OLLlEHKM COCTOSIHMS BeH nuueBoaa [38, 39]. YpoBeHb
y6eauTeNnbHOCTU peKoMmeHaauum — C (ypoBeHb AOCTO-
BEPHOCTHU JOKa3aTenbCcTB — 5).

PekomeHOoBaHO nNpoBedeHUe peHTreHorpadun Kucten
C LeSIbI0 OLUEHKM KOCTHOro Bo3pacTta naumeHTam ¢ ['b [36,
39]. YpoBeHb y6eaUTENIbHOCTU peKomeHpauun — C
(ypoBeHb LOCTOBEPHOCTHU AOKa3aTeabCcTB — 5). Y noja-
BASIOLWEro Yyucna geten ¢ 'b oTmevyaeTcsd oTcTaBaHWe KOCT-
HOro BO3pacTa OT nacnopTHoro. MiccnegoBaHme NpoBOANTCS
C 4yacToToM B cpeaHem 1 pa3 B 2 roga/roa.

PekomeHAoOBaHO nMpoBeAeHWe [BYX3HEPreTUu4ecKom
PEHTrEHOBCKOM abcopbuMOMETPUM MOSICHUYHOrO oTaena
No3BOHOYHMKa nauuneHTtam ¢ I'b I, I, VI, IX ¢ uenbto oueH-
KW COCTOSIHUS MWHEpPaNbHOW MAOTHOCTM KOCTHOM TKaHMU
(MMKT) [19, 23, 36, 38, 46, 50]. YpoBeHb y6eauTenb-
HOCTU peKomeHaauun — C (ypoBeHb JOCTOBEPHOCTHU
AoKa3aTenbcTB — 5). Y geten ¢ ['b yacTto oTMeYaeTcs CHU-
weHne MIMKT BnnoTb 40 pa3BMTMS OCTEONOPO3a, B CBA3M



C YeM HeoBX0AMM pPeryaspHbIi KOHTPOIb Ha GOHE CTPOroro
cobnioaeHna ametoTepanun ans NpoBeAEHNS CBOEBPEMEH-
HbIX MEPOMPUATUI C Leblo NPeaoTBpaLLeHUs NOBbILEHNS
KOCTHOM pe3opbuun. MccnegoBaHve NpoBOAWUTCA B Cpea-
HeM 1 pas B rog getam crtaple 5 ner.

MauuneHTam c b, npoTeKatoWwmnmmn ¢ NopaKeHMeM Mblley-
HOM cucTeMbI, MOKa3aHo npoBeaeHne AHMI npu nepBUYHON
[MarHoCTUKe 1 B AMHAMUYECKOM HabtoAeHUN ANs CBOeBpe-
MEHHOM AMarHOCTUKM W KOHTPONS MopaxeHus Mmblwy, [39,
51-53]. YpoBeHb y6eaUTeNbHOCTU peKoMeHgauuim — C
(ypoBeHb 4OCTOBEPHOCTHU JOKa3aTeNbCTB — 5).

PekomeHgoBaHo nauuneHtam ¢ b, npoTekawowumu
C MNOpaXeHWEeM MbIleYHON cucTeMbl, nposeageHne MPT
MbIWL, HWXHUX KOHEeYHOCTEW (NpM HeobXoAMMOCTUM —
AN BU3yanu3aunu gereHepaTuBHbIX UIBMEHEHWI, XKMPOBOIO
3aMelleHNs MbllLbl, HanM4yMa oTeKa W BOCManUTENbHbIX
U3MEHEHUW CKeneTHon myckynatypbl) [39]. YpoBeHb y6e-
AUTENIbHOCTU peKomeHaauun — C (ypoBeHb Jo0CTOBEP-
HOCTHU fiOKa3aTtenbCcTB — 5).

PekomeHgoBaHo nauuveHTam ¢ b, npoTekawowumu
C NopaeHWeM CKeNeTHOM MyCcKynaTypbl, MPOBOANUTb UCCie-
[0BaHWS QYHKLMM BHELWHEro AbiXxaHus C Lefblo KOHTPO-
N9 NerovyHon GyHKUMKM, KOTopas MOXKeT OblTb HapyleHa
BCNEACTBME MOPaXKEHUs AblxaTenbHOM MycKynaTypbl [39].
YpoBeHb y6eauTeNbHOCTU peKomeHaauun — C (ypo-
BEHb JOCTOBEPHOCTU fJOKa3aTeNbCTB — 5).

UHble gnarHocTuyecKkue uccnepoBaHus

PekomeHaoBaHO npoBeAeHne MNyHKUMOHHOW 6Guoncum
nedyeHn ¢ MopdoONOrnMyecKMM uccnegoBaHuem OGuonTta-
Ta npu o6cnefoBaHUM AOMONHWUTENbHO MO MOKa3aHUSM
Cc uenbtio anddepeHUnanbHOM AUArHOCTUKKU U YTOYHEHUS
ctagun ¢nbpos3a B COMHUTENbHbIX cnyvasax [17]. YpoBeHb
y6eauTeNbHOCTU peKomeHgauun — C (ypoBeHb JOCTO-
BEepPHOCTU AoKa3aTenbCcTB — 5). OcO6eHHOCTbI0O MOPGhO-
JIOrMYeCKoMn KapTuHbl nevyeHn npu I'b la asnaetcsd TunuyHoe
M3MeHeHWEe renaToLnTOB: OHU UMEIOT BU «PaCTUTENbHbIX»
KNIETOK, FPaHuLbl UX YETKMUE, UMEIOT LUTaMNoOBaHHbIN BUA,
ONTUYECKM NYCTYIO LUTONNA3My, HaCTo BaKyoM3npoBaHHoOe
M CMelleHHoe K nepudepun sapo. B umtonnasme rena-
TOUMTOB HabnogaeTca rnbib4yatoe pacnpeneneHve ruKko-
reHa, 4acTto cKanauBalowerocs B 60/blUMX KOIMYECTBAX.
[MMKOreH BbIABASETCA HEPEAKO M B BaKyOJIM3MPOBAHHbIX
A4pax renatouMToB. Hapsigy ¢ 9TUM OTMeYaeTCs BblparkeH-
Has 6enkoBag (BMOTb A0 BaKyOJIbHOM), @ TaKXe MEeJIKO-
W KpynHOKanenbHas xuposas AMcTpodus renatoLmToB € UX
HEKPOOMO30M M HEKPO3OM. PETUKYNMHOBbLIE W KOnnareHo-
Bble BOJIOKHA, pa3pacTascb Ha MecTe rubenun renatoumToB,
06pasyloT orpaHuyeHHble GMOPO3HbIE OYaXKKKU B A0SIbKAX;
HabngaeTca «Kanunnspuaauuns» CUHYCOMAOB C Nocaenyto-
wen obnutepauunen ux npocseta. BocnanutenbHble n3me-
HeHna 6o OTCYTCTBYIOT, MMGO OTMEeYatoTCs He3HaYuTeNb-
Has, NPeMMyLLEeCTBEHHO MOHOHYK/ieapHas, MHOUAbTpaLms
nopTasnbHbIX TPAKTOB, X GMOPO3MPOBaAHME C pa3pacTaHnem
COEAMHUTENbHON TKaHW U BHEAPEHWEM CeNT B MapeHxumy
opraHa, 4TO BeAeT K NepecTponKe ero apxXMTEKTOHWMKMK.
Bo3MOXKHO pa3BuTHE LMPPO3a ¢ POPMUPOBAHMEM WIOKHbBIX»
NeyvyeHOYHbIX AONEK.

Mpn T'B Il Mopdonornyeckne M3IMEHEHUs TMeYvYeHu
B LIe/IOM CXOAHbl C TakoBbiMK Npu b |, oAHaKO BbipaxeH-
Has 6enkoBas AMCTPOdUS KNEeTOK nNpeobnajaeT Haj Xupo-
BOM. O6GbIYHO MMeETCH NepmnnopTasbHbIi U/UNK cenTanbHbIN
®nbpo3, a UHOrga M MUKPOHOLYNAPHbLIA LMPPO3 MEeYEHH,
4YTO, BO3MOXHO, CBfI3@aHO C HaKOMIeHWeM aHOMasbHOro
KOPOTKOLLENOYEYHOIO MMUKOreHa.

Mpun I'B IV xapaKTepHbIM MOPHONOTMYECKUM NPU3HAKOM
ABNSETCA Hanuyue B UMUTONNa3Me renaTtouuToB CBETNO-

303MHOODUIbHbBIX BKJIIOYEHUIN OKPYINIOM, OBasbHOM U 6060-
BMAHOW GOpPMbl C ONTUYECKM MNyCTbiIM 06OLKOM MO nepw-
depun, PAS-NO3UTUBHBIX, YCTOMYMBLIX K amunaze (Tak
Ha3blBaeMble MUKOreHoBble Tenbua). Mpun aToM Hanbonee
4acTo OTMeYaeTcs LMppoTHYeckas TpaHchopMauma neye-
HW. TTpK INEKTPOHHOM MUKPOCKOMNUM OBHapPYKMBAKOT HAKO-
naeHue amunoneKTMHONoAOGHOro BeLLECTBa KaK B HENpPO-
HaX, TaK M B MbllUEYHbIX BO/IOKHaX.

Mpn I'b VI n IX ructonatosiornyeckas KapTuHa nevyeHu
B Lle/IoM cxodHa ¢ TakoBon npu | u Il TMNne 3aboneBaHus.
OpHako 6enKkoBas AuCTpodus renatouMToB npeobnagaet
Haj4 XXWPOBOW, @ CTENeHb WX BbIPaXKEHHOCTW HEBbLICOKas.
3adurKcupoBaHbl clyYyan MHTEHCMBHOWM MOPTasbHOM M BHY-
TPUAOIBKOBON MHPUABTPALMN MEKYTOYHOW TKAHMU NEeYveHu
NPEUMYLLECTBEHHO NMMbOUAHBIMK 3nemeHTamu. dubpos
06bI4HO YMEPEHHbIN, HO OMKUCaHbI CyYan LMppo3a NeyeHu,
oco6eHHo npu I'b IXc [52, 54].

PekomeH4OBaHO NpoBeAeHWE MEeAMKO-TeHEeTUYeCKOo-
rO KOHCYNbTMpPOBaHUA (KOHCynbTauusa Bpadva-reHeTuka)
npu AWarHOCTUKE W BeAeHWn nauueHTa ¢ b, a Takxke
npY NNaHUPOBaHWUM NOCNEYIOWNX AETOPOKAEHUN B OTArO-
LWEHHbIX ceMbsix. Mpn He06X0a4MMOCTM — MPOBEAEHME Npe-
HaTanbHON ANArHOCTUKM UM NPEUMNIAHTaLNOHHON FreHeTH-
yecKon anarHocTukm [38, 39, 50, 52].

KoHcynbTauuu cneunanuctos

MauneHTbl ¢ b A0/IKHbI OblTb KOHCYNBTUPOBAHbI MY/IbTH-
AVCUMNAMHAPHOW KOMaHAOW, BKJOYatoWwen crneuManncToB
B COOTBETCTBUU C KIIMHUYECKUMM NPOSIBNEHNSIMM 3a60NeBa-
HWS MPU NEPBUYHOMN ANArHOCTUKE U AMHAMUYECKOM Habnto-
AEHWMW NPU HanMyuuM MNoKalaHui: Bpadva-neguaTpa/Bpa-
Yya-TepaneBTa, reHeTuUKa, ractpoaHTeponora, HeBponora,
Hedponora, gMetonora, MEAULIMHCKOro NcmMxonora, Kapamo-
nora/AeTcKoro Kapavonora, NyibMoHoora, aaneporofiora-
MMMYHOJI0ra, a TakXe Bpaya obuwen NpakTMKn (CeMernHoro
Bpaya) [36, 38, 39, 50, 52]. YpoBeHb y6eauTEbHOCTH
peKomeHaauun — C (ypoBeHb AOCTOBEPHOCTU JOKa3a-
TenbCcTB — 5).

JIEMEHME

Cneunduryeckoe neyveHue b Ao HacTosiwero Bpeme-
HW He pa3paboTaHo. OCHOBHbLIM BMAOM MaTtoreHeTu4ecKom
Tepanuu SBASIOTCSA PEXUM NUTAHUSA U ANETa, HanpaBieHHble
Ha npeaynpexaeHne n 60pbby ¢ rMNnornMKeMmnen, metabo-
NIMYECKMM aLLMA030M, KETO30M, TMNepunuaeMnen, KOppek-
LMIO HapyLeHnn GYHKLMOHANbHOIO COCTOAHNUS renatobunm-
apHow cuctembl U HKKT.

KoHcepBaTUBHOE NneueHune

Mpn ycnoBun apekBaTHOM AueToTEpPAnmM BO3MOXHO
MWHUMWU3UPOBATL MeTabosIMYECKUE HapylweHUs, CBA3aH-
Hble C Te4yeHneM 60/1e3HU, a TaKKe CHU3UTb PUCK Pa3BUTUA
OTCPOYEHHbIX OCNOXKHEHNN. COOTHOLIEHME OCHOBHbIX NULLE-
BbIX BELWECTB B NUTaHWKU OOJNbHbBIX C Pa3/IMYHbIMU TUMAMMU
rMIMKOreHo3a OT/IMYHO OT TaKOBOIo Y 3J0POBbIX AeTeN 1U3-3a
NOBBILWEHUA COLEPXKAHMUA YINIEBOLOB U BeflKa U CHUXKEHUA
A0/ XXMBOTHOIO XXUpa.

AunetoTepanus npu rmMMKoreHoBoMH 60/1I€3HH,

Tan I, I, Vi n IX

B ¢BA3M CO CKIOHHOCTbIO MALMEHTOB C MMMKOreHO3amu
K pa3BuTUIO auMao03a v runepnakrateMun peKoMeHgoBaHo
OorpaHMymMBaTh UM NOSTHOCTBIO UCKOYaTb U3 paLMoHa caxa-
po3y (NULeBOW caxap), GPYKTO3y U ranakTody, Tak KaK 3Tu
caxapa y nauuneHTtoB ¢ 'b o6MeHMBalOTCA HE A0 [IOKO3bI,
KaK y 340pOBblIX, @ A0 NlaKTaTa, YTO MOXKET yCyryonsTb Nak-
Tataumaos [19, 23, 38, 55, 56]. YpoBeHb y6e4uTebHOCTH
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pekomeHpaauun — C (ypoBeHb JOCTOBEPHOCTU AOKa-
3atenbcTB — 5). CogepKaHue NerkoycBOsiEMbIX Yr1eBO-
noB coctaBnseTr 5-20% oT obuiero CyToO4HOro Konn4ecTea
YyrneBoAoB MUK, NMPEUMYLLECTBEHHO 3a CYET IOKO3bl —
B cpegHeM 40—-80 1 rnioKo3bl B CYTKM.

BBuay ocobeHHoOCTen meTabonn3ma npu pasinyHbIX
Buaax 'b peKoMeH10BaHO NPeEUMYyLLECTBEHHOE YBENNYEHUE
notpe6nexnuns yrnesogos (I'b 1) unm kmBotHoro 6enka (b
I, VI n IX) [19, 23, 38, 55, 57]. YpoBeHb y6eAUTENIbHOCTH
pekomeHpaauun — C (ypoBeHb SOCTOBEPHOCTU fOKa3a-
TenbCTB — 5). CHMKEHME COAEpKaHUa Kupa B 1e4ebHbIX
[AVeTax HanpaB/IEHO Ha KOPPEKLIMIO MMEIOLLMXCS HapyLLEHWUH
NUNMAHOro obMeHa.

K coxkaneHuto, adbeKTUBHOCTb AMEeTOTEPanum 3a4acTyto
CHM)EHa M3-3a TOro, YTO MaLMeHTbl YacTO HapyllalT ee
[40].

PekomeHpoBaHa, ocob6eHHo ana nauuneHTtoB ¢ b |, opra-
HM3auMa APOGHOro MUTAHWS C WMCKIIOYEHUEM MULLEBOrO
caxapa (caxapo3bl), OrpaHM4YeHneM ranakTo3dbl U GPyKTO-
3bl, C paBHOMEpPHbIM pacnpeaeneHMem NerkopacTtBopu-
MbIX Yr1€BOAOB B TEYEHWE CYTOK C LiENblo MoAAepKaHums
HopMornnkemun [23, 55, 57]. YpoBeHb y6eaUTENIbHOCTH
pekomeHaauun — C (ypoBeHb JOCTOBEPHOCTU fOKa3a-
TenbcTB — 5). C 3TON LENbO KOJIMYECTBO MPUEMOB MULLM
yBENM4YMBaloT 40 6—8 pa3 B AeHb (BK/tOYasi paHHUIW 3aBTpaK
B 6:00-7:00 1 no3gHum yxunH B 22:00), 4TO N03BONISET NOA-
JlepKMBaTb HOPMOMTMKEMMUIO.

[Mpn KOHLIEHTPALIMK TNIIOKO3bl HUXKe 2,5 MMOb/N1 4ONO0S-
HUTENbHO BBOAAT 1—2 HOYHbIX KOPMJIEHMUS.

PekoMeH0OBaHO Ha3Ha4YeHWE CbIPOro KyKypy3HOro
Kpaxmana, UMetoLero CBOMCTBO MeASIeHHO U HeNpepbIBHO
pacllennaTbcsa noa AeWCTBMEM MaHKpeaTU4YecKoW amuna-
3bl 4O [NIIOKO3bl, YTO MO3BOAAET 0O0OMTUCH 6e3 4acToro
KPYr1OCYyTOYHOTO KOPMJIEHUS, AOCTMYb W MOAAEPKUBaTb
YAOBNETBOPUTENBHYIO KOHLEHTPAUMIO [IIOKO3bl B KPOBM
[23, B5]. YpoBeHb y6eanuTenbHOCTU peKkoMmeHaauumn — C
(ypoBeHb OCTOBEPHOCTU AOKa3aTenbcTB — 5). B cB4-

31 C 0COBEHHOCTAMM MOJSIEKYNIIPHOTO CTPOEHUSI YCBOEHUE
FMIOKO3bl U3 KYKYPY3HOro Kpaxmana Bbllle, YeM M3 KapTo-
denbHoro. MNepsble NOMbITKM UCMONb30BAHUS CbIPOrO KyKY-
py3HOro Kpaxmana npeanpuHMMatoT K KOHLY NepBoro roga
XU3HU pebeHKa. Kpaxman cmeluvMBaloT ¢ BOAOW, Ge3nak-
TO3HbIMW/6Eccaxapo3HbIMKU CMECSMMU, COEBbIM MOJIOKOM
WK C APYTMMU HanUMTKaMu, He CoAepXKallnuMK caxapa, KoTo-
pble nonyyaet pebeHoK. [ng MnageHueB 1 aeTten paHHero
BO3pacTa LieneBas A03a KyKypy3HOro Kpaxmana cocTaB-
naet nopsaka 1,6 r/Kkr (Kaxable 3—4 4, BKAOYas HOYHOM
npuvem), a ANs NauMeHToB, AOCTUTLLMX LIKObHOrO BO3pacTa,
OHa Bo3pacTaeT o 1,7-2,5 r/Kr (Kaxable 4—6 4) [55, 56].

MpumeHeHne Kpaxmana No3BOASIET AOCTUYb M MOAAEpP-
WBaTb YAOBNETBOPMUTENbHYIO KOHLIEHTPALMIO [IOKO3bI
B KPOBM B CpPeOHEM Ha npoTsxeHun 4,25 4 (anana3oH —
oT 2,5 10 6 4). [pn ocywecTBAEHUMN PETYISPHOrO KOHTPONS
rMUKEMUU MOXKET CHU3UTbCS CTENEHb BOBIEYEHHOCTU MOYEK
B MaToN0rM4YecKmi npoLiecc.

Mpu pguetoTepanuMuM TNMKOTEHO30B PEKOMEHAOBAHO
cob6noeHne OonpeaeneHHoro pexXuMma MUTaHus ¢ pery-
NFPHBIMKM MPUEMAMKU MULM C LENbio NoAAEPKAHUS YPOB-
HS T/IIOKO3bl Ha [0CTAaTOYHOM YPOBHE M Npeaynpexae-
HUSA runornukemun [23, 55]. YpoBeHb y6eaUTENbHOCTH
pekomeHaauun — C (ypoBeHb SOCTOBEPHOCTU fOKa3a-
TenbcTB — 5). [lepBbiii NPMEM MWLM, KaK NpaBWJIO, Ha3Ha-
yatoT Ha 5:00-6:00, OH MOXKET COCTOSATb M3 Kallln, OTBAPHOM
BEpMULIENN, Yasd C [IIOKO30MW, Jasiee CAeayloT OCHOBHOWM
M BTOPOW 3aBTpakK, o6ef, NoNAHMK, YXUH. MocnegHun npu-
em nuwu npuxoantcs Ha 22:00-23.00, COCTOUT rMaBHbIM
o6pa3om u3 kedupa M 06e3XnpeHHoro Teopora. B 24:00
M NPU HEOBXOAMMOCTHM HOYbIO AAtOT KYKYPY3HbIA Kpaxmanl.

CpefHecyTo4YHble HOPMbl MOTPEGHOCTM B MULEBbIX
BelecTBax U 3HEPrnuM Aeten € YacTo BCTpevalwumucs
Tnnamu 'b npeacrtaBneHbl B Tab. 2.

B cBS13M € BbIpaXXEHHbIMW HapylleHNaIMU GYHKLMKU Neye-
HU W XKenyeoTaeneHus naumeHtam ¢ B pekomeHgoBaHO
HasHa4yaTb WMHAMBWAYaANbHYIO OWETY, JIMILIEHHYIO 3KCTpPakK-

Ta6auuya 2. MoTpe6GHOCTb B OCHOBHbIX MULLEBbLIX BELECTBAX U 3HEPTUM [IeTeN C MNMKOreHoBOoW 60ne3Hblo [55]
Table 2. The need for macronutrients and energy in children with glycogen storage disease [55]

Bo3pacrT, roabi
WUHrpeauneHTbl 1.3 16 7-10 11-13 14-17 fa?‘;:ﬁ;:q:;‘:
Manbuuku | [leBo4KM | Manbyuku | [1eBOYKHU
nnKkoreHoBas 60/1€3Hb, THM |
Benku, r 64 82 98 114 104 124 108 17
Hupsbl, r 28 36 43 50 46 55 48 17
Yrnesofbl, 248 317 378 443 402 483 419 66
KanopuiHocTb, KKan 1540 1971 2351 2749 2502 3000 2607 100
ukoreHoBas 60ne3Hb, Tvn I, VI n IX
Benku, r 75 96 115 134 122 146 127 20
Hupbl, r 41 53 63 74 67 81 70 25
YrneBogbl, 207 261 315 368 337 402 349 55
KanopunHocTb, KKan 1538 1957 2349 2746 2505 3000 2603 100
dusmnonornyeckas Hopma
Benku, r 53 68 77 90 82 98 90 14
Hupbl, r 53 68 79 92 84 100 90 31
Yrnesogabl, r 212 272 335 390 335 425 360 55
KanopuiHocTb, Kkan 1540 1970 2350 2750 2500 3000 2600 100




TUBHbIX BELWECTB, MPOAYKTOB, 60ratbix 3aGMPHLIMK Maciamm
N OpraHMYeCKUMMU KUCNOTaMM, XKUPHbIX, OCTPbIX U MPSHbIX
6noa, npunpas [19, 23, 38, 55]. YpoBeHb y6eauTenb-
HOCTH peKoMeHpauuin — C (ypoBeHb JOCTOBEPHOCTHU
AOKasaTtenbCcTB — 5).

PeKoMeHLOBaHO UCKAOYUTb KUPOBbIE MPOAYKTbI (CK-
BOYHOE W TOMJEHOE Macno, CMeTaHy, C/IMBKM), GoraTbli
XONECTEPUHOM SMYHBbIN OENOK, KOHAWTEPCKUE W3Lenus
C KpeMom, MArkyto caobHyto Bbineyky [19, 23, 38, 55, 56].
YpoBeHb y6eauTeNbHOCTU peKomeHaauun — C (ypo-
BEHb OCTOBEPHOCTU fJOKa3aTeNbCTB — 5).

PeKomMeHLOBaHO orpaHn4MBaTh UM UCKNOYaTb NPOAYK-
Tbl, cogeprKalime GPYKTO3y M ranakrosy: NULEBON caxap,
LleflbHOEe MOJIOKO 1 ero NpPon3BOAHbIe, CoaepKallune MoaoY-
HblM caxap (aKTo3y), GPYKThbl (CBEXWE U CYLIEHbIE), KOp-
HennoAbl, WNUHaT, WaBefb, BCE ClajKue KOHAUTEPCKUEe
n3genus, N1oL00BOLHbIE KOHLLEHTPUPOBAHHbIE COKU, GPYK-
TOBble BOAbl, Me[, BapeHbe, CUPOMbl, KOHDETLI, a TaKKe
HEeKoTopble MeAMKaMeHThI, coaepxKalume caxap [19, 23, 38,
55, 56]. YpoBeHb y6eaUTEeNbHOCTU peKoMeHaauuin — C
(ypoBeHb 4OCTOBEPHOCTHU JOKa3aTeNbCTB — 5).

[ns npegynpexaeHvs passButua Ketoaunaosa nauuneH-
TaM ¢ b peKoMeHLOBaHO MCKIOYUTL NPOAYKThI, 6oraTble
cpeaHeuenoYyeYHbIMU TpUrmLepuaammn (KOKOCoBoe macho,
HeKOTOpble cneunann3mpoBaHHble CMeCcH ANs SHTepanbHO-
ro nutaHus) [19, 23, 38, 55]. YpoBeHb y6eauTeNbHOCTH
pekomeHpauui — C (ypoBeHb JOCTOBEPHOCTU fOKa3a-
TenbCcTB — 5).

NauneHtam ¢ B nNoKasaHbl HeXMWpHble copTa MAca
1 pbl6bl, BCE KPYMbl, MaKapOHHbIEe U34eNns, SUYHbIN GENOK,
MOJIOKO, Kedup, HecnagKkue NOrypTbl XUPHOCTbIO He 6onee
1,5%, 06€3KMPEHHbIN TBOPOT, HEOCTPbLIA CbIP XUPHOCTbIO
5-10%, noACYyLWEHHbIW MNIWEHUYHbIN XNeb, cyxne Hecnaakue
ranetbl, CNajoCTU, MPUrOTOBNIEHHbIE Ha [NOKO3e, GPYKThI
M OBOLM, COAeprKalimMe CpaBHUTENbHO HeOBO/blIOE KO-
4eCcTBO GPYKTO3bl (IMMOH, 3e/eHble A6/10KHM, KNOKBa, 3eEM-
NsHWKa, obnenuxa, Kaptodenb), Bce BMAbl KanycTtbl (6eno-
KOYaHHas — YMEPEHHO), Orypubl, TomaTbl (OrpaHUM4EHHO),
TblIKBa, Kaba4yoK, NaTUCCOHbI, GaKknaxaHbl, lyK-Nopewn, oro-
poaHas 3eneHb (orpaHuMyeHHo), GPYKTOBbIE COKK, pa3baB-
NleHHble Ha 1/2 KMNs4YeHOM BOAOW, HEKPEMKUM Yal, oTBa-
pbl U MOPCbI, MPUrOTOBMEHHbIE M3 pa3pelleHHbIXx GPYKTOB
WM qrog ¢ po6aBneHWem [IOKO3bl, pacTUTeNbHOE Macno
(nogconHeyHoe, KyKypy3HOe, NibHAHOE, COeBOE, pancoBoe,
TbIKBEHHOE) B KOAM4YecTBe 3—4 YaWHble NIOXKU B [AeHb
(no6aBnsaTb HenocpeacTBeHHo B 6atoga) [19, 23, 38, 55,
56]. YpoBeHb y6eauTeNIbHOCTU peKkomeHzauun — C
(ypoBeHb 4OCTOBEPHOCTHU OKa3aTeNbCTB — 5).

Jetam ¢ b | peKoMeHAOBaHO MNPUMEHEHWE HU3KO-
1 6e31aKTO3HbIX CMeCcew AN9 NMTaHusa AeTen NepBoro roga
YKMU3HWM Ha MOJIOYHOW M COEBOW OCHOBE, CMECeN ANs HTe-
panbHOro MUTaHUS, JNWEHHbIX NAKTO3bl U HE COAEPIKAaLLMUX
cpeaHeuenoYeYHbIX TPUMULEPUAOB, C LieNbio NoAAepKaHUs
YPOBHS IIOKO3bl Ha JOCTAaTOYHOM YPOBHE W Npeaynpexae-
HUS KeToauwmaosa [23, 55, 56]. YpoBeHb y6e4UTeNbHOCTH
pekomeHpauui — C (ypoBeHb JOCTOBEPHOCTU JOKa3a-
TenbCcTB — 5).

MpuHUKMNbl neyebHoro nutanusa npu b Il pekomeHpo-
BaHbl TakMe e, Kak npu b |, HO NOCKONbKY TeHAeHUMs
K TMNOrMMKEMUN MEHEE BbliparKeHHa, TO AN5 NoaaepKaHus
HOPMasIbHOr0 COAEpPXKaHWs [IOKO3bl B KPOBW B HOYHOE
BpeMs AOCTAaTO4HO WMCNONb30BaHMA CbIPOTO KYKYypy3HO-
ro Kpaxmana [19, 55, 57]. YpoBeHb y6eaUTEe/IbHOCTH
pekomeHpauui — C (ypoBeHb AOCTOBEPHOCTU fOKa3a-
TenbCcTB — 5).

Taknum o6pasom, aueta npu b Il meHee pecTpUKTUBHA,
W OrpaHWYeHus caxapa Mnpu Hew 3ayacTylo He TpebyeTcs.

PaspeluaeTcs Takxe NPUMEHEHWE B paLMOHe NUTaHus rpya-
HOr0 MOJIOKa, CTaHAaPTHbIX ero 3aMeHuUTeNen Mnn cmecemn
C NOBbIWEHHbIM coAepKaHnem 6enkKa. MoCKOoNbKy nulieBble
6€eNKM cnyxaT UCTOYHUKOM aMUHOKUCAOT, ABASIOLLMXCS Cy6-
CTpaTOM [/lOKOHeOoreHesa, ux notpebneHne cnocobCcTByeT
YMEHbLIEHNIO YrNEeBOAHOM Harpy3ku (MOTeHUManbHO Mpu-
BOASLLEN K Pa3BWUTUIO TUMOMIMKEMWUM W NaKTaTauugosa),
anpu b lll — v K ynydweHnio Mblle4yHOro o6meHa 6eskKa.

MoCTOAAHHOE MHTparacTpanbHOE NUTAHWE MPU TAKENIOM
TeyeHun 3abofieBaHUsA U HecTabWuibHOW HOPMOMIMKEMUM
pPEKOMEHOBAHO OCYLEeCTBAATbL NyTEM 30HAOBOro BBeje-
HUSI MUTaTENbHbIX CMECEN B HOYHOE BPEMS, C aHanorMyHom
LieNblo MOTyT MCMOMb30BaTbCs PacTBOPbl AEKCTPO3bl (Mpu
YCIOBUW MEANEHHOIr0 U KOHTPOAMPYEMOro MOCTYMNEHUS
B opraHuam) [19, 23, 38, 40, 55]. YpoBeHb y6eauTeibHO-
CTU peKkomMeHpaauun — C (ypoBeHb AOCTOBEPHOCTH AOKA-
3atenbcTB — 5). MHTEHCMBHOCTb NMOCTYNAEHUS nUTaTeNb-
HOM CMecH onpeaenseTcs CKopocTbio GU3NONOTrMYECKOM
NPOAYKLMKM MMIOKO3bl MeYeHbio: B MiadeHYeCKOM BO3pacTe
OHa cocTaBnsieT NnpuMepHo 8—10 Mr MMOKO3bl/KI/MWH.

MeanKkameHTO3Has Tepanus

PeKoMeHLOBaHO NpUMEHEHWE BUTAaMUHOB, MUHepasb-
HbIX BeWeCcTB W BUTAMUHHO-MWUHEPASbHbIX KOMMJIEKCOB,
06yCcnOB/IEHHOE MNPEUMYLLECTBEHHO AedULUTapPHOCTbIO
PECTPUKTUBHBIX AUET MO PALY MUKPOHYTPUEHTOB (0COBGEHHO
npu I'b 1), ¢ LUenblo BOCMNONHEHUA AeduunTa U noaaepxKa-
HUS afleKBATHOro HYTPUTMBHOIO ctaTtyca [19, 23, 37, 55].
YpoBeHb y6eauTebHOCTU peKoMmeHaauuin — C (ypoBeHb
AOCTOBEPHOCTHU flOKa3aTeNnbCcTB — 5). LlenecoobpasHocTb
NPUMEHEHNS TEX MU UHBIX BUTAMWUHHbIX NPenapaToB, nuuie-
BbiIX [06aBOK C COAEPKaHWEM MUHEpPasbHbIX BeELLEeCTB
MY BUTaMWHHO-MUHEPaNbHbIX KOMMIEKCOB onpegensercs
nieyalmm Bpayom.

MauuneHtam c I'b |, Il Ha3HavalTCa KoneKkanbuudepon,
3aprokanbundepon, npenapaTbl KanbLmsa (KanbLms ruuepo-
docdaT, KanbUns MIOKOHAT U ApP.) UM KOMOUHMPOBAHHbIE
npenapartbl (KoJieKanbundepon + KanbLusa KapboHar).

MauuneHtam ¢ I'b Ib 1 HeRTponeHnen Ha3HavyeHne BUTa-
MuHa E (getam ¢ 5 net — 600 mr/cyT, B3pocinbim — 900
M[F/CyT) B Te4€HMe OAHOro roga cnocob6CTBYET NOBbLIWEHUIO
YPOBHSA HENTPODUNOB U YMEHbBLUEHWUIO YacTOTbl MHEKLIMOH-
HbIX 3a6oneBaxuii [58].

MayneHtam ¢ I'b | n npn HeobxoagumocTn — ¢ b Il
MOryT 6bITb Ha3Ha4YeHbl BUTAMUHHO-MUHEPANbHbIE KOM-
naeKcbl (MOAMBUTaAMUHBLI, MONMBUTAMWHBI + MUHeEpanbl)
[19, 23].

MNauneHtam ¢ 'b ¢ peCTpPUKTUBHLIMK AUMETAMU (Hanpu-
mep, npu b 1) MoxeT noTpeboBaTbCs Ha3HavYeHue npena-
paTtoB xenesa, U/unn umaHoko6anamuHa, n/mnu Gonmeson
KUCNOoTbl.

MNauneHTam ¢ BapuaHTamu I'b, npoTeKkaowmmm ¢ nopa-
YeHueM MblweyHon TkaHu (V, VI, VII, IX) Ha3HavaeTcsa nupu-
JIOKCHH [59].

Mpu apyrux popmax b pelleHne 0 Ha3HaAYEHUN BUTAMMU-
HOB ¥ MMHEPAaNoB NPUHUMAETCS B MHAMBUAYANbHOM NOPSAKeE.

B KOMMNNEKCHOM Jfle4yeHUn OOMEHHbLIX HapyleHUn
npu 'b ¢ Ne4eHOYHON HE[OCTaTOYHOCTbIO PEKOMEHLOBAHO
BBeAeHWe KOoKapboKcunasbl C LeNblo CNOoCOO6CTBOBAHMUSA
o6pas3oBaHuio aunn-KoA, perynsuuun yrneBogHoro o6meHa
W YMeHbllUeHMa nakTaT-aumMaosa [37, 55]. YpoBeHb y6eau-
Te/IbHOCTU peKoMmeHAaauuin — C (ypoBeHb AOCTOBEPHO-
CTU fOKa3aTtenbCcTB — 5).

Mpn pednymte KapHUTUHaA NaymeHTam ¢ 'b pekomeHgo-
BaHa 3amecTuTe/lbHas Tepanus IEBOKapPHUTUHOM C ne4veb-
HOM uenbio [60]. YpoBeHb y6eaAUTe/IbHOCTU peKoMeHaa-
uun — C (ypoBeHb JOCTOBEPHOCTU AOKa3aTeNbCTB — 5).
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CLINICAL RECOMMENDATIONS

KJIMHUYECKUE PEKOMEHAALUUU

Mpn BTOPUYHBbIX OCNIOXHeHUsX B (BTopuyHble Ty6yso-
naTuu, NeYeHoUHble U BUanapHble AUCPYHKLMK U Ap.) PEKO-
MEeHAOBaHbl KOPPEKLMSA TYOYNSPHbIX PACCTPONCTB, OCTEONO-
po3a, yCTpaHeHWe 3aCTOMHbIX ABNEHUI B XKENYHOM Ny3bipe
(PEKOMEHAOBAHO MPUMEHEHME KENYErOHHbIX NpenapaTos,
NOBbIlEHWE 3BaKyaTOPHOM GYHKUMMW KENYHOro ny3bips),
Ha3Ha4yeHMe renaTonpoTEKTOPOB, /IMMOTPOMHbLIX BeELEecTB
[37, 56]. YpoBeHb y6eaUTeIbHOCTU peKomeHaauun — C
(ypoBeHb JOCTOBEPHOCTU OKa3aTeNbCTB — 5).

Mpn BO3HMKHOBEHMN METAbOIMYECKOro aungosa peKo-
MEHAOBaHO BHYTPUBEHHOE BBEAEHME LWENOYHbIX PacTBO-
POB HaTpua rmapokapboHaTa C LeNblo KOppeKuun meTa-
60NUTHbLIX HapyweHui [61]. B cnyyae pa3BuTUS auuao3a
Heo6X0AMMO BBEAEHWE pacTBOpa HaTpus ruapoKapboHa-
Ta (1-2 MMOnb/Kr/cyT B 4 npuema) uam uutpaTta Kanus
(5-10 MEp Kaxable 8—-12 v).

C aHTUNPOTEMHYPUYECKON LieNnblo U Ans NpeaoTBpalle-
HMS yXyaweHns GyHKLMM NoYeK nauneHtam ¢ I'b ¢ nopaxe-
HMEM NOYEK PEKOMEHA0BAHO UCMONb30BaHME MHIMOUTOPOB
aHrMoTeH3UHNpeBpaLlatowero depmeHTa (Hanpumep, Kan-
TOMNPWA, paMunpua u Ap.) MAM aHTaroHWCTOB PeELLEenTOpoB
aHrnoteHsuHa ll (Hanpumep, BancapTaH 1 ap.) [6, 23, 39, 45,
62-64]. YpoBeHb y6eaUTeIbHOCTU pekomeHaauun — C
(ypoBeHb JOCTOBEPHOCTU OKa3aTeNbCTB — 5).

Mpu pa3BUTUM TMNEPYPUKEMUN PEKOMEHAOBAHO NPUMeE-
HATb aNIONYPUHON C LIENBIO KOPPEKLMMK AaHHOTO COCTOSHMS
(10 mr/kr/cyT B 3 npuema) [6]. YpoBeHb y6eaUTeNIbHOCTHU
pekomeHaauun — C (ypoBeHb AOCTOBEPHOCTU lOKa3a-
TenbcTB — 5).

Ecnn KoHUeHTpaumus TPUrMLEPUAOB B CbIBOPOTKE KPO-
BW coxpaHseTca Bblwe 10 MMOMb/f, HECMOTPS Ha AMETO-
Tepanuio, PEKOMEHAOBAHO Ha3HayeHwe npenapartos, CHU-
KaloWwmnx MX YPOBEHb: TMMOAMNUAEMUYECKME nNpenapathbl
(Hanpumep, HUKOTMHOBAA KUcnoTa, UHrMGuTopbl MI-KoA-
peayKkTasbl (CTaTuHbl), GubpaTbl), YTOObI YMEHbWUTL PUCK
pa3BUTUS XoflennTnasa M naHkpeatuta [36, 37, 506].
YpoBeHb y6eauTeNbHOCTU peKomeHaauun — C (ypo-
BEeHb JOCTOBEPHOCTU fOKa3aTtenbcTB — 5). Boi6op npe-
napaTtoB OCYLLECTBASETCA B COOTBETCTBMM C BO3PacTOM
nauueHTa.

Mpn HENTPONEHMUN PEKOMEHAOBAHO Ha3HaYeHNe PEKOM-
OGMHAHTHOrO rPaHYNOLMUTAPHOrO KOMOHUECTUMYIMNPYIOLLETO
daKkTopa yenoBeKka ([FKCP) ¢ uenbio KOppeKLUn AaHHOro
nposiBneHns (o yposHa Bbiwe 0,5-1,0 x 102/n) n cBA3aH-
HbIX C HAM COCTOSIHWI [26, 27, 65, 66]. YpoBeHb y6eau-
TEeNbHOCTU peKoMeHpauuin — C (ypoBeHb OCTOBEPHO-
CTU AoKa3atenbcTB — 5). Micnonb3oBaHue -KCP npu b
Ib no3BonseT BOCCTAaHOBUTb PYHKLIMM KPACHOIO KOCTHOIO
MO3ra, CKOPPEKTMpPOBaTb HENTPOMEHUIO, CHU3UTb CTEMNEHb
TAXEeCTU OaKTepuanbHbiX WMHPEKUWUA, BOCMnanuTenbHbIX
M3MEHEHUN KUWEYHMKA M MeTaboNMYeCKUX HapyLleHWH,
yAyylMB TeM cambiM NPOrHo3 3aboneBaHus. HadvanbHas
fo3a — 1 MKI/KI/cyT 4yepe3 fdeHb. [OnuTenbHas Tepanus
[-KC® npoBoantcs B A03€ 5 MKI/KI Macchbl Tena Ha WHb-
eKkuuto go 2—-3 BBeAeHUn B Heagento [26, 27]. o3y cneayeT
NoBblLaTh NOCTEMEHHO, NPUBAUBUTENBHO C 2-HeAeNbHbIMU
WHTEpBanamu, A0 LOCTUMEHMS LEeNeBOro 3HayeHus abco-
NIOTHOTO Yucna HenTpodunos oT 6onee 500 go 1 x 109/n
[49].

JleyeHne cnepyet NpoBOAMTL NOA TWATENbHbIM HabMO-
aeHuneM. Y naumeHToB ¢ ['b Ib onucaHbl peakue cnyvyan mue-
NOAMCNNACTUYECKOr0 CUHAPOMA UM OCTPOro MUENOUAHOMO
NenKosa, He cBA3aHHble ¢ npuMeHeHnem -KC®, 4yto ankTyeT
HEO6X0AMMOCTb KOHTPONS U, MPU HEOBXOAUMOCTH, andde-
peHunanbHOM AMarHOCTUKM NPU HENTPOMNEHWUMN.

MauneHTam, nonyyatouwmm nevyeHme M-KCP, pekomeHao-
BaHbl TWaTeNbHbIM MOHUTOPUHI pa3dMepa Cene3eHKu (cnne-

HOMeranus), KAMHWYECKMX NapaMeTpoB KPOBWM (TPom6O-
LMTOMEHMSA) U MNOTHOCTM KOCTEM (OCTEOMNOopO03), a TaKxKe
perynsapHoe HabniogeHue y remartofiora M LeTCKOro OHKO-
nora-remarosiora / oHkonora (KapuvHoma no4ek) [17, 66,
67]. YpoBeHb y6eaUTeNIbHOCTU peKomeHpauun — C
(ypoBeHb AOCTOBEPHOCTU JOKa3aTeNbCcTB — 5).

PeKomMeHL0OBaHO Ha3HavyeHWe npenapaTos rpynmbl «aMu-
HOCaNMUMIOBas KUCNOTa U aHanorMyHble npenapatbl» (aMu-
HOCannuMIoBas KucioTa) Mpu Je4eHnn BoCnanuTeNbHbIX
3a60neBaHnit KulleyHnKa [65, 68]. YpoBeHb y6eauTenb-
HOCTU peKomMeHpauuin — C (ypoBeHb JOCTOBEPHOCTHU
AOKasatenbCcTB — 5). [lpu nevyeHUM BoOCManuUTENbHbIX
3a60n1eBaHN KULLIEYHNKa YacTo addeKTUBHA KOMOUHALUSA
[-KC® v npon3BOAHbIX aMUHOCANIMLIMIOBON KMUCNOThI [68].
OaHaKoO B HEKOTOPbIX CAy4yasx TakKoe fevyeHue He UMeeT
ycnexa, 4to TpebyeT Apyrux TepaneBTUYECKUX NOLXOA0B.

[MIOKOKOPTUKOMAHAA Tepanus Npu nNevyeHun Bocnanu-
TeNbHbIX 3a60M1eBaHNN KUWeYHUKa Ha poHe b He peKkoMeH-
[OBaHa, y4yuTbiBas CTepona-uHAYLMPYEMbIR TIMKOreHONn3,
BO3MOXHOCTb yCYyrybneHus nakratauuaosa v runepavnuae-
Muun [69]. YpoBeHb y6eaAUTEeNIbHOCTU peKoMmeHaauuin — C
(ypoBeHb AOCTOBEPHOCTHU JOKa3aTeNnbCcTB — 5).

lMpUuMeHeHne WMMYHOCYNPECCAHTOB MpU  NeYeHUU
BOCMNanuUTENbHbIX 3ab0/ieBaHUM KUleyHUuKa Ha ¢oHe b
(MeToTpeKcar, a3aTMONPUH 1 MEPKaANTOMNYPUH) HE PEKOMEH-
[OBaHO, TaK KaK COMNpOBOXAAeTCs PUCKOM WU3ObITOHHOWM
UMMYHOCYMPECCUN U YCUNEHUS HEMTPONEHUN Yy NaLMEHTOB
c b Ib [65]. YpoBeHb y6eaUTEeNbHOCTU peKoMeHAa-
uun — C (ypoBeHb OCTOBEPHOCTHU JOKa3aTenbCcTB — 5).

OnucaH eavHWUYHbBIM chlydarm YCNewHoro neyvyeHns nog-
pocTtka ¢ I'b Ib ¢ nomolbto MHbAMKcmaba [70].

NleyeHne aganumymabom (peKOMOWHaAHTHOE 4YenoBe-
4YeCKoe aHTUTeNo K GaKTopy HEKpPO3a OMyXonu) Npu neye-
HUW BOCNanMUTENbHbIX 3a60/IEBaHUI KUWEYHUKa Ha doHe
b He pekomeHgoBaHO. bbino npoBefeHo y 0AHOro 60/b-
Horo ¢ B Ib, nmeBWwero BocnanutensHoe 3abosieBaHne
KuLWeYyHrKa, pedpaKTepHoe K CTaHAaPTHON NeKapCTBEHHOM
Tepanuu, U annepruyeckue peakumm Ha MHOAMKCKMMaAO,
M oKasanocb 3ddeKTUBHbIM [71]. YpoBeHb yb6eaUTENb-
HOCTU peKomMeHpauuin — C (ypoBeHb JOCTOBEPHOCTHU
AOKa3aTeNnbCcTB — 5).

Xupypruyeckoe ne4yeHue

YpesBblyallHO Ba)XeH BOMPOC MOArOTOBKWM MaLMEHTOB
¢ 'b K onepatnBHbIM BMelwaTenbcTBaM. lepen nposene-
HUEM KaKUX-TMBO XMPYPrUYECKUX MaHWUMNYNSaUMN Y TaKux
nauymMeHToB HeobGXoAMMO HOpmanuM3oBaTb MoKasaTe-
/1M CBEPTbIBAEMOCTU KPOBM (CKOPOCTb arperauuvm TPOM-
60UMTOB) MNOCPEACTBOM MNPOAO/IKUTENBHOINO MUTAHUA
yepes3 HazoracTpanbHbli 30H[ (HEMNPEPBLIBHO B TeyeHue 1
Hea) UM NocpeacTBOM BHYTPUBEHHON MHOY3WMK TNOKO3bI
B TeyeHue 24-48 4. B go- 1 nocneonepauymMoHHOM Nepuo-
[le KpallHe BaKeH perynsipHbli KOHTPOMb YPOBHS MOKO3bI
M NaKTaTa B KPOBW. B psise cnyvyaes npu TSXeNbIX Nopaxe-
HMAX NeYyeHn (LMPPO3 C OCNOXKHEHUAMMU) PEKOMEeHAOBaHa
opToTonMyecKkas TpaHcnnaHTaumsa nedenu (OTM) [72, 73].
YpoBeHb y6e[uUTeNbHOCTU peKomeHpauun — C (ypo-
BEeHb [JOCTOBEPHOCTU JAOKa3aTeNbCTB — 5). ABndascob
eIMHCTBEHHO 3} dEKTUBHbIM CMoco60oM paguKaibHO-
ro nevyeHus TaXenblx daTanbHbiXx 3ab0/ieBaHUN nede-
HW, YyCNEWHO MNpUMeHaeTcs B NneauMaTpUYecKOn MnpaKTu-
Ke. Mpu rnMkoreHo3ax nokasanus K OTI ycTaHaBnuBatoT
npu HaanM4yMm UMPPO3a MEYEHU U ero OCNOXKHEHWUW, Hau-
6onee 4yacto Bo3HUKatowmx npu b Il u IV. B HacToswee
Bpems onbIT BbinonHeHua OTI y aeten ¢ rMMKoreHosamu
BEeCbMa OrpaHuWyeH, No3TOMy pe3ynbTaTbl XMPYPru4ecKoro
fle4eHnss HeoAHO3Ha4YHbl. TeM He MeHee, TpaHCNIaHTauus



nevyeHu npu 'b Nno3BonseT ckoppeKkTupoBaTb BCe GUOXMU-
MUYECKME HapylweHus, BKIOYas rMNOrIMKEMUIO, CBA3aH-
Hble C MOpaXeHWeMm opraHa, 04HaKo A0 CUX NMOP HESCHO,
CNoco6HO Nn Takoe onepaTuBHOE BMellaTenbCTBO obpa-
TUTb UKW NPEAOTBPATUTL NOparkeHne noyek. Mpu atom OTI
06bI4HO HWKaK He BAUSAET Ha NEPCUCTEHLMIO HENTPONEHUHU
WY NPUBOAUT NTULWb K BPEMEHHON ee KoppeKumu. OcTaeTtcs
HeOKa3aHHOM BO3MOXHOCTb NpeaoTBpaLLeHns nporpec-
CMPOBaHUA NOParKEHUS NeYeHn, KOTOPOE MOXKET JarKe yCH-
nmMBatbca Ha GOHe MMMYHOCYNPECCUMBHOM Tepanuu nocne
OTI. Cpeam onucaHHbIX OCNOXKHEHUI BO3MOXHbI XpPOHUYe-
CKOE OTTOPXEeHWe TpaHcnaaHTata, NOCTTPaHChY3UOHHbIV
renatut C, noyeyHas HeLOCTATOYHOCTb, MOAArpUYeCcKuin
apTpUT U TPOMOBO3 BOPOTHOM BEHbI, TPEOBYIOLLIUIA MOBTOPHOM
OTI. Kpome TOro, UMEOTCA CBEAEHUSA O TOM, YTO y Mauu-
€HTOB C MIMKOreHo3aMu MOryT ObiTb AOCTUIHYTbl YAOB-
neTBOpUTENbHbIE CPefHECPOYHble Mcxoabl. CywecTByeT
TaKXe MHeHue, 4To neped nposegerHnem OTI BarkHa Twa-
TefbHas OUEHKa puCKa M NOAb3bl, OHa Lefecoobpas3Ha
NIMWb NPU BbICOKMUX PUCKax pas3BUTUS renatoLennonsap-
HOW KapuuHOMbl MK AUCOYHKLMM neyveHu. Mpu Hanny4mm
noKasaHui K TpaHCnnaHTauuu paccmaTpuBaeTcs Bapu-
aHT COYeTaHHOM TpaHCMAaHTaLMK NeYeHN U NOoYeK B Ciy-
Yyae 0OAHOBPEMEHHOIr0 HapylweHns QYHKLNK 3TUX OPraHoB;
B IMTEPATYPHbIX MCTOYHMKAX COO6LAN0Ch O HECKONbKMX
noAoGHbIX yenelHblx cnyydasx [73, 74].

[pn nevyeHnn ageHoM neyeHu y nauneHToB ¢ b peKo-
MEHAOBaH MNEpPCOHANN3NPOBaHHbLIN MOAXOA K Kaaomy
KOHKPETHOMY NauMeHTy B 3aBUCMMOCTM OT PUCKA Manur-
HU3aLuK C Lenblo Bbibopa Haubonee ONTUManbHOMo fieye-
HUA [52]. YpoBeHb y6e[uTe/IbHOCTU peKoMeHJauun —
C (ypoBeHb pAOCTOBEpPHOCTM pAOKasaTenbCcTB — 5).
JleyeHne ageHOM oOcTaeTcs aMNMpuyecknm. MoryT ObiTb
NPUMEHEHbl BblKMAATeNbHas TaKTUKa WKW XMPYypPruyeckoe
BMewaTenbCcTBo. Y nauneHToB ¢ B Ib MoxeT BO3HUKHYTb
HEeo6X0AMMOCTb B MPOBEAEHUM TpaHCMaHTauuMu nevyeHu
AN9 NpefoTBpaLLEHMS MaNUrHU3aL MK NEYEHOYHbIX a4eHOoM,
a TaKKe B c/ly4ae BOZHUKHOBEHUS TAXKeNon, pedpaKTepHom
K NeYyeHuto runornmkemmm [52].

Heo6xogMMo paccmoTpeTb NpoBefeHWe TpaHcniaHTa-
LMK MOYEK MPU XPOHUYECKOW MOYEYHOM HefoCTaTOYHOCTU
y nauuneHToB ¢ I'b npu HanM4ynm NnoKasaHWm cornacHo o6LWwum
noaxoAam K MpPOBEAEeHMI0 AaHHOro Bmellatensctea [6, 7].
YpoBeHb y6eauTeNbHOCTU peKomeHaauun — C (ypo-
BE€Hb OCTOBEPHOCTU JOKa3atenbCTB — 5). [1pn XpOH#U-
YeCKOM NOYEeYHON HEeAOCTaTOYHOCTHN TPaHCNaHTaLUMs NoYeK
NO3BONSET CKOPPEKTUPOBATL TONIbKO HapyleHns GyHKLMK
NnoYeK, He BIUSAS Ha TUMNOMTUKEMMIO.

PeKomeHLOBaHbl YpecKoXKHas yaapHO-BONHOBAs NUTO-
TPUNCKA UK XMPYPrUYEecKoe neveHne npu HedpoKanbLm-
HO3e n HedpponuTnase [6, 7]. YpoBeHb y6eaUTEeNbHOCTH
pekomeHpauui — C (ypoBeHb JOCTOBEPHOCTU fOKa3a-
TenbCcTB — 5).

NMPOPUJIAKTUKA U AUCNAHCEPHOE

HABJIIOAEHUE

NMpodunakTuka

MpodunakTMKa C LeNblo NPeaynpexaeHns poXKAeHUs
pebeHKa ¢ HacneacTBeHHoM natonorven — b nnm ¢ uenbio
paHHero Havana neyeHus nauumeHta ¢ I'b nogpasymesaet
cnepytowmne pekomeHgaumm.

Heo6xoaMmMo npoBefeHne MeAnKO-reHeTUHECKOro KOH-
CYNbTMPOBAHUA Map C OTArOWEHHbIM CEMENHbIM aHaMHe-
30M no b, nnaHupyloLWnX 6epeMeHHOCTb, ¢ 0bcneaoBa-
HMEM Ha HOCUTENbCTBO CEMEWHbIX NaTOreHHbIX BapMaHTOB
B reHax, OTBETCTBEHHbIX 3a pas3suTue I'b, ¢ uenblo npu-
HATUS pelleHns ceMben O MPOBEAEHMM MpeuMMnnaHTauum-

OHHOW WX NpeHaTanbHOM AMarHoCTUKK [75]. YpoBeHb
y6eauTenbHOCTU pekoMeHpauun — C (ypoBeHb AOCTO-
BEPHOCTU AOKa3aTeNbCTB — 5). [NMMKOreHo3bl Hacneay-
I0TCS MPEUMYLLECTBEHHO NO ayTOCOMHO-PELLECCUBHOMY THUMY
(3a ucknoyeHnem I'b IX 1 BpOXKAEHHOW fieTasibHOW 601€3HU
HaKonaeHusa ruMKkoreHa B cepgue). MNpu HannM4mMm B cembe
pebeHKa C MMWKOreHO30M BEPOSTHOCTb MOBTOPHOIO POX-
AeHus pebeHKa ¢ JaHHbIM 3a6onieBaHnem coctaBnseT 25%.
Mpu XenaHun cemMbM BO3MOKHO NpoBegeHue ob6cneno-
BaHU — NpeuMniaHTaLMOHHON AMArHOCTUKM C MOUCKOM
CeMeWHbIX MaToreHHbIX BapuaHTOB B KaeTKax aM6puoHa
60 NpeHaTanbHOM AMAarHOCTUKM (acnmpaLms BOPCUH XOpH-
oHa B 10-14 Hen / amHuoueHTe3 B 16-20 Hepn) ¢ nouc-
KOM CeMEeWHbIX MaToreHHbIX BapMaHTOB B KJIETKax Xopuo-
Ha / OKONOMOAHbIX BOA).

Mpu b IX, Hacneayowencs no X-cuenieHHoMy pelec-
CMBHOMY TWMy, BEPOSATHOCTb MOBTOPeHUs 3aboneBaHus
y notomcTtBa cocTtaBnset 50% a4na manb4ynMKkoB. Bce geBoyKku
6yayT 300poBbl, 50% M3 HUX yHACNeAylT CEMENHbIN naTo-
F€HHbIN BapuaHT.

BepoAaTHOCTb NOBTOPEHUSA BPOXKAEHHOW JieTallbHOM
601e3HM HAKOMNEHNS TIMKOreHa, HacneayloLwencs no ayTto-
COMHO-AOMMWHAHTHOMY THMY, 6/IM3Ka K 06LLENONYASALMOHHOWM.
OaHaKo Henb3sa WCK/YaTb BEPOSATHOCTb FEPMWMHaNbHOro
MO3anumn3ma, B CBA3M C YEM PEKOMeHAyeTcs nposeaeHue
npeHaTanbHON AMArHOCTUKM (acnupauns BOPCUH XOpMOHa
B 10-14 Hep / amHuoueHTe3 B 16-20 Hed) ¢ NMOMCKOM
NnaToOreHHOro BapmaHTa B KJ1eTKax XOpMoHa / OKONOMIOAHbIX
BOf).

BakuuHauua nauueHToB ¢ B McKAYMTEeNnbHa BarkHa,
TaK Kak npu 6GONE3HSAX HaKOMAEHWUS TIMKOreHa Hepenku
UMMYHOAEDULUTHBIE COCTOSAHUS, MO3TOMY NPOBEAEHUE BakK-
LMHaLUMK B pamMKax HalMOHaNbHOro KaneHgaps nokasaHo
BCceM nauymeHtam ¢ I'b ¢ uenbto npegoTBpalleHuns / obnerye-
HUS TeYEHUST BaKLMHOyNpaBasiemMblx MHbEKLNUN [76]. BaxHa
BaKLUMHALMS NPOTUB CE30HHOMO rpumnna, NMHEBMOKOKKOBOM
nHbeKuumn [23, 38].

Mmetotca nybnnMkauuMnm O HefoCTaTOYHOCTM BaKuUMHa-
LMK Cpeaun NnauueHToB ¢ MeTaboNMYeCKMMU HapyLweHnaMu
M He06X04MMOCTM 06pa3oBaTefibHbIX MPOrpaMm No UMMYHH-
3auuun B gaHHou rpynne [77].

AucnaHcepHoe HaGalAeHUe NaLuUueHTOB

C IMIMKOreHOBOW 60J1Ie3HbIO

NHdopmaums o gucnaHcepHom HabntoAeHUN U KOHTpoSie
3a aleKBaTHOCTbIO Nle4eHns npeacTaBneHa B Tabn. 3.

OPrAHM3ALIMS OKA3AHUSA MEAULIMHCKOM
nomMmoLuiu
lMoKasaHus ans N1aHOBOW rocnuTanu3aunn B MeAULIMH-

CKYIO OpraHu3saLmio:

1) npoBeAeHWe AMArHOCTUKM M neyveHus, Tpebytowmnx npo-
[IOMKUTENBHOTO (AHEBHOE WM KPYrIOCYyTOYHOE npebbl-
BaHWE) MEANLMHCKOro HabMoAEHUSA U MOHUTOPUHIA KNK-
HMKO-NabopaTopHbIX NoKasaTtenewn;

2) Heob6X0AMMOCTb NPOBEAEHUs Pa3IMYHbIX BUAOB 3KCMep-
TM3 unn obcnenoBaHusl B MeAULMHCKOW OpraHv3aumm
Nnpy¥ HEBO3MOXHOCTU MPOBEAEHNS UX B aMOYNaTOPHbIX
YCNOBUSIX (B TOM Yncne obopmaeHne 3akntodeHns deae-
panbHOro KoOHCKAMyMa / Bpa4ebHOM KOMUCCHUN).
lNMNoKka3zaHus AN aKCTPEHHOW/HEOTNIOXHOW rocnuTaamnaa-

UMW B MEAULMHCKYIO OpraH13aLmio:

1) ocCTpble, yrpoxatoline XU3HU COCTOSTHUA C PUCKOM pas-
BUTUS OCNOXHEHUI, TPebytoLLMe HEOTIOKHOIO NIeYeHus,
B TOM YMC/le MHTEHCMBHOW Tepanuu, a TaKxKe Kpyrio-
CYTOYHOIr0 MEAMLIMHCKOro HabntoaeHus u npoBeaeHus
cneumanbHbiX BUAOB 06CneoBaHUs U neveHus.
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Ta6nuua 3. NnaH BegeHUs nauneHTa ¢ rMUKoreHoBon 60/1e3Hbto

Table 3. A management plan for a patient with glycogen storage disease

O6GcnepoBaHue

YactoTta npoBeaeHuUs

0653aTesIbHOE NpU KaxK4oM AUcrnaHcepHoOM npueme

AHTpONomeTpuUs (POCT, Macca, pac4eT Macco-pPOCTOBOro
COOTHOLWEHMUSA)

1 pa3 B 3 mec

O6LWMIN (KNMHUYECKUI) aHaNN3 KPOBW pa3BepHYTbIN

1 pa3 B 3 MeC (4ONONHUTENBHO NPU XPOHUYECKON HENTPONEHUN
1 ee neyeHumn -KCP)

O6LWmi (KMMHUYECKMI) aHann3 Mo4u

1 pa3 B 3 mec

KOHTpOnb rnkemMun (MccnefoBaHne yPOBHS MIOKO3bl B KPOBM)

1 pa3 B 3 Mec (4ONONHUTENBHO NPKU 060CTPEHUHU, Ha GoHe
MHTEPKYPPEHTHbIX 3a601eBaHNN)

KOHTPONb KUCNOTHO-OCHOBHOIO COCTOSIHUS (MCCliefoBaHMe YPOBHS
6ydepHbix BELLECTB B KPOBU, UCCNEOBaAHUE YPOBHS BOAOPOAHbIX
MOHOB (pH) KpoBM, UccnefoBaHKe ypoBHA 6MKapboHaToB B

KPOBMU, UCCNlefoBaHMe NapumanbHOro JaBeHus Knucnopoaa,
nccnefoBaHue napunanbHOro JaBneHus YyriekKnenoro rasa,
uccneaoBaHue cTaHgapTHOro 6ukap6oHaTa, uccnefoBaHne
CTaHAapTHOro n36bITKa OCHOBaHWM, UccieaoBaHme N36biTKa
OCHOBaHUK)

1 pa3 B 3 Mec (4ONONHUTENBHO NPKU 060CTPEHNH, Ha GoHe
MHTEPKYPPEHTHbIX 3a601eBaHUN)

Buoxumuyeckun aHanna kposwu (AT, ACT, I'TT, LD, nakTaT, o6wwmi
6€enoK, XONEeCTEPUH, TPUMULEPUIbI, MOYEBAs KUCNOTa, GUINPYOUH,
uccnepoBanue yposHsa/aktusHoctn KOK-MB B kposwu, IO, HaTpui,
Kalluin, MOHU3UPOBAHHbIN KanbLMi)

1 pa3 B 3 Mec (4ONONAHUTENbHO NPKU 060CTPEHNU, Ha doHe
MHTEPKYPPEHTHbIX 3a601€BaHNUN)

0O6s3aTesibHOE exxeroHoe B cTalMoHape

Koarynorpamma (MccnenosaHue npoTpoOMBUHOBOIO MHAEKCA,
uccnefoBaHne TPOMBMHOBOrO BPEMEHU, UccnefoBaHune

TOYHOW XMOKOCTH

MeXAyHapoAHOro HOpManu30BaHHOIO OTHOLWEHUS, UccnefoBanve | 1 pas B rog
aKTUBMPOBAHHOI0 YaCTUYHOrO TPOMOGOMNACTUHOBOIO BPEMEHM,
nccnefoBaHue KOHLEHTpaumm GubpuHoreHa B KpoBK)
72-4acoBoe HenpepbIBHOE MOHUTOPUPOBAHUE MIOKO3bl B MEXKIIE-
1 pasBroa

Onpenenenune coaepratHmsa anbda-peTonpoTenHa B CbiIBOPOTKE
KPOBM

1 pas B roa (Np1 HanM4Ynm ageHom nevyeHn — 1 pas B 3—6 Mec)

McecnepoBaHne CyTOYHOM 3KCKPELIMKU COMTe C MOYOW, KallbLMiA-

CTOMETPUS NeYeHn)

o 1 pa3 B ro
KpeaTUHUHOBLIN KO3bDULMEHT P A
AHanua moyu no Agauc — KakoBckomy 1 pa3Broj
AHann3 Mo4M No 3UMHULLKOMY 1 pasBroa
YnbTpa3ByKoBOe UccneaoBaHne opraHoB GPIOLWHON MONOCTH,

1 pasBrog
noyex, cepaua
HenHBa3unBHas TpaH3nMeHTHasa anactorpadus nedenu (T3AM) (ana-

1 pasBrog

KomnblotepHas Tomorpadus (KT) niv marHMTHO-pe3oHaHCcHas
Tomorpadus (MPT) opraHoB 6pIOLWHOM NOMOCTH (MO MOKa3aHUsAM)

1 pa3 B roa (np1 HaaM4Yuu ageHom neveHn — 1 pas B 3—6 Mec)

930daroractpoayoaeHOCKONUS (MO NOKa3aHUaM)

1 pasBroa

PeHTreHorpadusa KUCTEN C Lienbio OLLEHKW KOCTHOro Bo3pacTa

1 pas3 B 2roaa/rog

[ByxaHepreTuyeckasa peHTreHoBcKas abcopbLmMomMeTpums

1 pasBrog
(PEHTreHOAEHCUTOMETPUS) MOSICHUYHOIO OTAENa NO3BOHOYHMKA
AnekTpoHenpomuorpadus (QHMI) (QHMI uronbyaTbiMK aneKTpoaa- 1 pa3Bron
MU (OAWUH HepB))
MccnepoBaHue GyHKLMKM BHELIHEro AblXxaHus (ccnefjoBaHue 1 pas s rog
HECMpPOBOLIMPOBaHHbIX blXaTeNbHbIX 06bEMOB U MOTOKOB) P
OneKTpoKapanorpamma 1pa3Broj




Ta6auuya 3. OKoHYaHMe
Table 3. Ending

0O6cnepnoBaHue

YacTtoTa npoBeaeHUs

MNyHKUMOHHasa 6uoncus neyeHn ¢ MopPonoruyecknum
nccnepoBaHvem 6uonTaTta

1 pa3 npu NnepBUYHOM ANArHOCTUKe 3ab6oneBaHus

MeanKo-reHeTU4ecKoe KOHCYNbTUpOBaHWe (KOHCYbTalusa Bpaya-
reHeTuKa)

1 pa3 npv NepBUYHOM ANArHOCTUKe 3aboneBaHus

LIMHCKMM NMCUXONOT, colmanbHbli paboTHUK) U Ap.

Mpu exerogHom o6cnefoBaHUKU B OTAENEHWM BbIMONHAIOT BCE UCCNEL0BAHNUS, OCYLLECTBASEMbIE NPU KaXKA0M ambBynaTopHOM npueMe.
Kpome Toro, LONONHUTENbHO, MO NOKa3aHUSAM, MPOBOASAT PEHTIEHONOrMYECKOe UCCNeOBaHNe OPraHoB rPyAHON KNETKK, rpyAONOSCHUY-
HOro OTAeNla NO3BOHOYHUKA, KOCTEN KUCTEN, afleKTpoaHuedanorpammy, MPT ronoBHOro Mo3ara, NyHKLMOHHYIO 6GUMONCUto nevyeHu ¢ mopdo-
NIOrMYECKMM UccnefoBaHnem GuonTarta, NPoOBOAAT KOHCYNbTaLMKU Pa3nnyHbIMK cneunanMctTamu (Bpady-gMeTonor, Bpad-kapavonor / Bpay-
KapAuonor AeTCKUI, Bpad-Hepponor, Bpay-remMatonor, Bpay-HeBpoor, Bpay-xMpypr / Bpay-xmpypr AeTCKUI, Bpa4y-0TOPUHONAPHUHIONOT,
Bpay TpaBMaToNor-optonea, Bpay-aHAOKPUHONOr / Bpay-aHAOKPUHONOr AETCKUIA, BPay annepronor-uMMyHoor, Bpay-cTOMaTtonor, Meau-

MpumeyaHne. ACT — acnaptatamuHoTpaHcdepasa; AJIT — anaHuMHaMmuHoTpaHcdepasa; TT — ramma-rnytamuntpaHcdepasa; O —
wenoyHas pocodataza; KOPK-MB — nsodepmeHTbl KpeatnHdochokunHasbl; 1A — naktataerngporeHasa; -KCP — rpaHynoumTapHbIi Kono-

HUECTUMYINPYIOLWMI daKTop.

Note. AAT (ACT)— aspartate aminotransferase; ALT (AJIT)— alanine aminotransferase; GGT (I'TT)— gamma glutamine transferase;
AP (LLid) — alkaline phosphatase; CPK-MB (KOK-MB) — creatine phosphokinase-MB; LDH (JIAIN) — lactate dehydrogenase; G-CSF (I-KC®) —

granulocyte colony-stimulating factor.

[ToKa3aHK1S K BbINMWUCKE NalMeHTa U3 MEAULMHCKOM opra-

HU3aLNK:

1) OTCyTCTBME Yrpo3bl 415 MU3HM NaLMeHTa U yrpo3bl pas-
BUTUS OCNTOXKHEHUI, TPEOYIOLLMX HEOTIOXKHOIO IeYeHus,
Mo 3aBePLUEHUN AUArHOCTUYECKUX MEPOMPUATUN;

2) cTabunundauus COCTOSIHUS M OCHOBHbIX KJMHUKO-Nabo-
paTopHbIX MOKas3aTenen naToN0rMyeckoro npotlecca,
OTCYTCTBME HEOOXOAMMOCTHM B NPOAO/IKUTENBHOM Meau-
LIMHCKOM HabniogeHnn (AHEBHOE WU KPYrnocyTO4HOEe
npebbiBaHuKe);

3) BbIMOAHEH NfaH 06CnefoBaHUA M JIeYEeHUs NauMeHTa,
JaHbl peKoOMeHAauuMu No JalbHenwemy HabnioaeHUIo
U NIEYEHMUIO;

4) HeobXoAMMOCTb NepeBofa MauueHTa B Apyroe meau-
LIMHCKOE Yy4YperKaeHne Wnu y4dperkaeHue coumanbHOro
obecneyvyeHus.

MpuHUMNbI OpraHu3auum MeAULUHCKON NOMOLLU
nawueHTaMm C rNIMKOreHoBOW 60J1e3Hblo
YyutbiBaa cneunduKky mMeTaboNM4yecKUX HapylweHuH,

KNMHUYECKME M NnabopaTopHble MNpu3Haku 3aboneBaHus,

HEepeKo MNPOTEeKaloWero ¢ HeyaoBNEeTBOPUTENbHLIM MPO-

rHO30M, AMArHOCTUKA U NevyeHre naumeHToB ¢ b AoMKHbI

OCYyLWECTBNATLCA Ha 3 YPOBHSX:

e | ypoBEHb — MeEAMUMHCKME OpraHu3auuu, oKalblBalo-
lMe npevmyLecCTBEHHO MEPBUYHYID MEeAMKO-CaHuTap-
HYI0O, B TOM 4uCNe NEePBUYHYIO CneunannampoBaHHyio,
MEZLULMHCKYIO NOMOLLb;

e |l ypoBEHb — MEAMLMHCKME OpraHn3aLunun, oKasblBato-
lMe npeuMyL,ecTBEHHO Creunann3vpoBaHHylo Meau-
LIMHCKYIO NMOMOLb, MMEIOLIME B CBOEW CTPYKType crne-
LManmM3npoBaHHble MEeXMYHUUMNaNbHble oTaAeneHus u/
WUIN MEXMYHULMMAlbHbIE LIEHTPbI, @ TaKXe panoHHble
W TOPOJCKWE AMCMaHCepPbl, MHOrONPO®UIbHbIE TOPOA-
CKMe 60/bHULbI;

e |l ypoBeHb — defepasnbHbii — Hay4YHbIW LLEHTP 340p0-
Bbfl IETEN, MEAULIMHCKME OpPraHM3aLuK, OKasbiBalolme
cneunanM3npoBaHHY0 MEAULIMHCKYIO MOMOLLb, @ TaKXe
MEAULMHCKME YYPEXAEHUS, OKa3blBatloWMeE BbICOKOTEX-
HOJTOMTMYHYIO MEAMLIMHCKYIO MOMOLLb.
3agayv | ypoBHS:

1) 3anopo3puTb 3abosieBaHWe MO KIMHWYECKUM Mpu3Ha-
Kam (61e4HOCTb KOXHbIX NMOKPOBOB, YBE/IMYEHUE pas-
MEpOB XMBOTa, renatoMeranus, Cyaoporu, TpyaHble npo-

Oy aeHusa, 6ecrnoKoMCcTBO pebeHKa Mpu AAUTENbHbIX
nepuogax Mexay KopmaeHusamu, Hanuume I'b y cnbcoB
nap.);

2) ecnn BO3MOXHO, MPOBECTU WUCCNEef0OBaHME TIMKEMUYE-
CKMX KPUBbIX MPWU Harpy3Ke roKo30M;

3) HanpaBMWTb Ha KOHCY/AbTaLMIO B MEAULIMHCKOE yYypexae-
Hue |l ypoBHS.
3agayum Il ypoBHs:

1) noaTBepxAaeTcs (MM UCKYaeTcs) agnarHosa 'b;

2) AucnaHcepHoe HabnaeHne — MUCnonb3ys peKoMeHaa-
UMK, NPOBOAUTb AOMOSIHUTENbHYIO KJIMHUKO-OYHKLIMO-
HaNbHY AMArHOCTUKY U NeYeHHe.
3agaum lll ypoBHs:

1) peTanbHoe o6cnefoBaHue nauuneHTa ¢ b He pexe
1 pa3a B roa C Bblgayen 3aK/l04YeHUs O JafibHENLLEWN
TaKTUKe nevyeHus;

2) [OHK-anarHocTuKa, npeHatanbHasa gMarHoctuKka I'b;

3) nnaHoBOE JleyeHue.
lMocne NoCTaHOBKM AnArHo3a «rnKoreHoBas 60/1e3Hb»

enaTenbHo, YTOObl MMEHHO fevyawuin Bpady coobwmn

poautenam o 3aboneBaHunn Mx pebeHKka. Becbma Bepo-

ATHO, YTO BO Bpems nepBon Geceabl poauTENU B CBA3U

C LUOKOBOW peaKLMen Ha COOOLLEHNE O AnArHo3e U Henpw-

BbIYHOCTbIO MEANLMHCKOM TEPMUHOJIOTMU HE CMOTYT YCBO-

UTb BCIO HEob6xoauMmyilo Ans Hux uHbopmaumio. Moatomy

Ba)HO, 4TOObl 06bACHEHMA Bpaya OblnnM 4OCTATOYHO MPO-

CTbl U MOHATHbI IOASM, HE UMEIOLLMM MEANLIMHCKOro ob6pa-

30BaHuA. C poautensamu cnegyeTr NpOBECTU MOBTOPHYIO

BCTpeYdy 4Yepe3 1-2 AHA M OTBETUTb Ha BOMPOCHI, KOTO-

pble MOTYT Y HUX BO3HUKHYTb. [IpyruM cOTpyagHWKaM LeH-

Tpa (MEOUUMHCKMM cecTpaMm, NCcuxonoram, couuanbHbiM

paboTHMKaM, AMETONOrY U AP.), YHACTBYIOLWUM B IeHEHUH

pebeHKa ¢ ['b, TakKe cneayeT yaenuTb BpeMs poanTensm
pebeHKa, 06bACHAS UM aKLEHTUPYS UX BHUMAHWE Ha Hau-
60nee BaXKHbIX acneKkTax neyenus. Kak n3BecTHo, ganekxko

He BCE POAMTENN CMOCOOHbLI aleKBATHO OLLEHUTb HEKOTO-

pble Ka4yeBble GaKTbl, Kacatowmnecs I'b, noaTomy B Kave-

CTBE UCTOYHMKA MHDOPMaALIMM HEOBXOAMMO UCMOIb30BaTh

COOTBETCTBYIOLWYIO NUTepaTypy, KOTopas Bcerga AO/KHa

ObITb A4OCTYMHA.

Han6onbluee KonnyectBo TMnoB b oTHOCATCH K HEUs-
Nle4ynMbiM 3ab6oeBaHUAM, B CBA3M C YEM NaLMEHTbI HYXKAa-
I0TCS B aKTMBHOM AINCMAHCEPHOM HabB/IOIEHUM U HENPEPDIB-
HOW Tepanuu B TEYEHUE BCEWN KUIHW.

PEDIATRIC PHARMACOLOGY. 2024;21(3)

NEAUWATPUHECKAA ®PAPMAKONOIUA / 2024 / TOM 21 / N¢ 3



CLINICAL RECOMMENDATIONS

KJIMHUYECKUE PEKOMEHAALUUU

JleyeHune nauneHToB ¢ 'b HEOGX0AMMO NPOBOAUTL B CNe-
LManM3nPOBaHHbIX LleHTpax. Tepanus He orpaHuMyYnBaeTcs
paMKamMu MeAWKaAMEHTO3HOro nevyeHusl: Taknum 60MbHbIM
TpebyeTca KOMMIEeKCHasa MeauLIMHCKasa NOMOLLb NPW aKTUB-
HOM y4YacCTMMK He TONIbKO Bpayvem, HO U MeAMULIMHCKKUX cecTep,
[IMEeTOoNoroB, MCUXONOroB W COLMANbHbIX PabOTHUKOB.
Cnenyet aKTMBHO BOB/EKaTb B MPOLECC le4eHUs 060uX
poauTenen naumMeHTa u oby4yatb UX HEOOXOAMMbIM HaBblKaM
nomoun 6onbHOMY pebeHKy. B psae cnyyaeB Heobxoauma
reHeTM4yecKasi KOHCynbTaLUusa poauTenen n Apyrux 6an3Knx
POACTBEHHUKOB 6O/IbLHOIO MMMKOreHO30M.

MauuneHTbl ¢ b Hy»KAaloTcsa B YacTbIX MOBTOPHbIX 06C/e-
[I0BAHUSX C LIeNIbI0 CBOEBPEMEHHOIO BbIIBAEHUSA BO3MOXK-
HbIX OC/IOXXHEHWW 3ab6oneBaHWs U CBOEBPEMEHHOW Tepa-
NeBTUYECKOM MX KOPPEKLMK, NO3BONSIOWEN NPEeA0TBPaTUTb
Heo6paTuMble NOCNeaCTBHUS.

B ycnoBuax denepanbHOro LeHTpa PeKoMeHayeTcs
perynsipHoe ambynatopHoe HabnwoaeHuWe 3a nauueHTa-
MW (@MOByNaTOPHO-MNONNKIAMHUYECKUI NPUEM WU OHEBHOWM
cTauuoHap) ¢ rocnuTanu3aumen B cneuuann3npoBaHHYyLO
KIMHWUKY (KPYrM1OCYTOYHbIM CTaLMOHap) B cilyyae pa3BuUTUSA
OCNOXHEHUN 3ab6051eBaHMS.

UCXO0Abl U MPOTHO3

[JoKazaHo, 4TO paHHUM U IPDEKTUBHLIN NepeBoj
Ha cneuvannM3npoBaHHYIO AUETY CNOCOOCTBYET CHUMKEHUIO
nokasatenen CMepTHOCTM M 3abofieBaeMOCTM NauMeH-
T0B ¢ B 1, 4TO No3BonseT 60/bWNHCTBY GO/NbHbLIX BECTH
06bI4HYI0 M3Hb. [pM [JOCTUKEHUU HOPMOTIUKEMUU
MeTab0NMYeCKMe OTKIOHEHUS W KIMHUMYECKMEe napame-
Tpbl ynyywatoTcs y 60/blIMHCTBA NauMeHTOB, HeCcMOoTpS
Ha coxpaHeHwue runepaMnuaemumu. Yactota pas3suTus age-
HOM CHWXXaeTcsl, OAHAKO He NpeAcTaBNfeTCqd BO3MOX-
HbIM MONHOCTLIO NPEfOTBPaATUTL MOPaXKEHUe MOoYeEK, aaxe
y NaLMEHTOB C XOPOWMWM OTBETOM Ha NMPOBOAUMYIO ANETO-
Tepanuio U MeanKaMeHTO3Hoe fievyeHune. Hekotopble 60/b-
Hble He JOCTWraloT yaoBNEeTBOPUTENbHOIO OTBETa fJocTa-
TOYHOW NPOAOJIKUTENBHOCTH, B CBA3K C YEM A1 HUX MOXKET
OblTb PacCMOTPEH BapuaHT COYETAHHOW TpaHcniaHTauuu
noyek/neyvenun. Mpu I'b Ib gocTuKeHUe yaoBNETBOPUTENb-
HOro MeTaboNMYEeCKOro KOHTPOSA MOXeT BblTb 6oiee npo-
6n1eMaTUYHbIM B CBSA3U C TSXKENbIMU PEeLUANBUPYIOLLN-
MU MHOEKUMAMU M BOCManuUTeNbHbIMK 3a60NE€BaHUSIMMU
KuweyHuKka. Mpun I'b Il BO3MOXKHO KaK yMeHblleHWe Bblpa-
EHHOCTU KJIMHUMKO-NabopaToOpHOM CUMMNTOMATUKK, TaK
n ee NporpeccupoBaHune ¢ pas3BUTUEM TaxKenoro pubposa
neyeHu BMAOTb A0 UMppo3a, Tpebywouwero OTM. b IV
Hanbosee 4YacTo 3aKaH4YMBaAETCS LMPPOTUYECKOW TpaHC-
dopmaumnen nevyeHn u HapyweHuem OYHKUMM opraHa.
be3 CcoOTBETCTBYIOWEr0o XMPYPru4eCKOro je4vyeHus Takue
netn ymupatot B Bo3pacTte go 5 net. ['b VI u IX xapakTe-
puaytotcsa 6onee 61aronpuUaTHbBIM TE€YEHUEM, CUMMTOMbI
3a60n1eBaHns 06bIYHO KYNMPYIOTCA Y B3POCbIX.
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MpunoxeHune

METOZ0JIOrUsl PA3PABOTKHM K/IMHUYECKUX PEKOMEHAALIMHA

KnuHuyeckne pekomMeHjauun co3gaHbl Ha OCHOBaHWM
COBPEMEHHbIX MEXAYHAPOAHbIX KIMHUYECKUX PEKOMEHAA-
LM NO AWArHOCTUKE, TEYEHUIO U BEAEHWIO 60JIbHbIX C INMUKO-
reHOBOM 60NE3HbIO.

[nuKkoreHoBas 605€3Hb OTHOCUTCS K PEAKMM Hacneg-
CTBEHHbIM 3abofeBaHUAM, YTO WCK/OYAeT BO3MOXHOCTb
npoBefeHUs 60NblUMX KOFOPTHbIX U PaHA0OMU3UMPOBAHHbIX
KOHTPOJIMPYEMbIX MCCNEfOBaHUN, W ANS CO34aHWMs MpoTo-
KOMIOB AMArHOCTUKM M Tepanuu MCMosb3yTea Wb TeMa-
TUYECKME WCCNeaoBaHWS 3KCnepToB, Ony6/AMKOBaHHbIE
B nocfiegHue ABa AecAaTUneTus.

LleneBas ayauTOpUA faHHbIX KIMHUYECKUX
peKomeHgauun

Bpauun-ractpoaHTeponoru.
Bpauun-negmatpsbl.

Bpaun-tepaneBTbl.

Bpauu 061iern BpaiebHOM NPaKTUKKU (CEMENHbIE Bpayw).
Bpauun-anetonoru.

Bpauun-reHeTunkm.

Bpauun-Kapamonoru / Kapamonoru geTcKume.
Bpauun-Hedponoru.

. Bpauu ynbTpa3ByKoBOM ANArHOCTUKMU.

10. Bpauun-nabopaHTbl.
11.Bpaun-natomopdonoru.

12.MeanLuMHCKME NCUXONOTN.

13.CTyaeHTbl MEAULIMHCKUX BY30B.
14.06y4alowmecs B opanHaType.

=

COWND U A ®N

MeToabl, MCNO/Ib30BaHHbIE A/ c60opa/ceneKuum
AOKa3aTeNbCTB
[TonCK B 3NeKTPOHHbIX 6a3ax AaHHbIX.

OnucaHue MeTo0B, UCNOJ/Ib30BaHHbIX AJISl OLLEHKHU

Ka4yecTBa U CU/Ibl AOKa3aTeNbCTB

[okazatenbHoM 6a30oM Aas8 peKoMeHJauun SBASTCS
nyénukauum, sowegwme B KOKPEMHOBCKYID GMOIMOTEKY,
6a3bl JaHHbix EMBASE, MEDLINE 1 PubMed. My6u1Ha nouc-
Ka — 8 ner.

MeToabl, CNOJIb30BaHHbIE
ANA OLLeHKU KayecTBa M CU/bl JOKA3aTeNIbCTB

e KoOHCeHcyc aKecnepTos.

e QueHKa 3Ha4YMMOCTM B COOTBETCTBUM C PENTUHIOBOM
CXEMOW.

MeToabl, UCNOJIb30BaHHbIE AJIA aHa/Au3a
AOKa3aTeNbCTB

° 0630pbl ONYy6/MKOBaHHbIX METaaHaM30B.

e CucrtemartmyecKkune 063opbl c Tabamuamm oKa3aTenbCTB.

OnucaHue MeTo0B, UCTMOJIb30BaHHbIX AJIA aHaAuM3a

AOKa3aTeNbCTB

Mpu oT60pe Ny6nnKauuin Kak noTeHunanbHbIX MCTOYHK-
KOB [0Ka3aTeNbCTB MCMNOoMb30BaHHasA B KaXK[OM Wccleno-

BaHUKW METOLONOMUS M3yyYaeTcs Ans Toro, 4Tobbl y6eanTbes
B €e BaNWAHOCTU. Pe3ynbTaT M3yYeHUs BAMSET Ha YPOBEHb
[OKa3aTeNbCTB, NpUCBaMBaeMbIi Ny6aMKaumu, 4To, B CBOIO
oyepeab, BNUAET Ha CUTY PEKOMEHAAL M.

Ong MUHUMMU3ALUMKM NOTEHLUMaNbHbIX OWMOOK Kaxjoe
ucenegoBaHMe OLIEHMBaANOCb He3aBucUMO. Jlilobble pas-
NM4na B OLEHKax 06CyXAanucb BCEW Tpynmnon aBTOPOB
B MNOJIHOM cocTaBe. Mpu HEBO3MOXHOCTHU [JOCTUKEHUS KOH-
CeHcyca npuBeKancs He3aBUCUMbIN IKCMNEPT.

MeToabl, uCcNob30BaHHbIe ANA popmynupoBaHusa
peKomMeHaauun
KoHceHcyc aKkenepTos.

UHpauKaTopbl OGPOKaYecTBEHHOM NpaKTuKku (Good

Practice Points — GPPs)

PekomeHgyemasi jo6poKavyecTBEHHas NpakTuka 6asu-
pyeTcsl Ha KAMHWYECKOM OMbiTE aBTOPOB pa3paboTaHHbIX
peKoMeHaaLmnNn.

OKOHOMMYECKUI aHaNus3
AHanM3 CTOMMOCTM He MNpPOBOAMACH, M NybGAuMKauuu
no ¢apmMaKo3KOHOMUKE He aHaNM3UPOBAUCh.

MeToa Banuaauum pekoMmeHpauumn
° BHelWwHsa aKcnepTHas oLeHKa.
° BHyTpeHHss aKcnepTHas oLeHKa.

OnucaHue MeToaa BaiMaauum peKoMmeHaauum

HacToslulme pexkomeHaauuuM B MpeaBapuTENIbHOW Bep-
cun 6bln peLEeH3MpPOoBaHbl HE3AaBUCUMbIMU 3KCMepTaMu,
KOTOpPbIX MpeXae BCEro MOnpocuM MPOKOMMEHTUPOBATD,
HACKO/IbKO AOCTYMHa A5 NOHUMaHUS UHTePNpeTaLmMs AoKa-
3aTeNbCTB, JIEXKALLNX B OCHOBE PEKOMEHAALINN.

OT Bpayer NepBUYHOro 3BeHa (NeamMaTpoB, raCTPO3HTe-
POJSIOroB) Nosy4eHbl KOMMEHTaAPUKN B OTHOLLIEHWK 1OXOA4YMNBO-
CTU U3JI0XKEHUS AaHHbIX PEKOMEHAALIMM, @ TaKKe UX OLEHKa
BaXHOCTW NpeafiaraemMblx PEKOMEHAALUMM KaK MHCTPYMEHTa
NOBCEAHEBHOM NMPAKTUKMU.

Bce KOMMEHTapu1K, NoNyYeHHbIE OT IKCNEPTOB, TlLaTENb-
HO CUCTEMATU3NPOBANUCL M OBCYXKAANMUCb YieHaMmn pabo-
yen rpynnbl (@aBTOpamMu peKkomMeHaauun). Kaxabli MyHKT
o6cyKaancsa B OTAENbHOCTH.

KoHcynbTauusa u akcnepTHas oueHKa

MpoeKT pekomeHagaumm 6bi1 peLeH3MpoBaH HE3aBUCH-
MbIMUW 3KCMEepTamMu, KOTOPbIX MPEX e BCErO MONPOCUIN NPOo-
KOMMEHTMPOBaTb JOXOA4YMBOCTb U TOYHOCTb MHTEPNPETaLIMK
[IOKas3aTeNibHOM 6a3bl, JIEXKalllen B OCHOBE PpEKOMEHAALINNA.

[na OKOHYaTeNbHOW pedaKuUMM U KOHTPONS KadecTBa
peKkoMeHaaumn Gbliv MOBTOPHO MpPOaHaIM3MpPOBaHbl Yne-
HaMun paboyen rpynnbl, KOTOPbIE MPULWU K 3aKJUYEHUIO,
4YTO BCE 3aMe4YaHUs MU KOMMEHTapWUW IKCMEPTOB MPUHATHI
BO BHMMaHWE, PUCK CUCTEMATUYECKUX OWMGOK Npu paspa-
60TKe peKoMeHaaLmn cBeeH K MUHUMYMY.
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KJIMHUYECKUE PEKOMEHAALUUU

Ta6nuuya 1. lLlkana oueHKM ypOBHEN AOCTOBEPHOCTM AoKa3aTenbcTB (YAL) Ans MeTOA0B AMArHOCTUKM (AMarHOCTUYECKUX BMeLLaTeNbCTB)
Table 1. Scale of assessment of levels of evidence for diagnostic methods (diagnostic interventions)

yan PacwudpoBKa

1 CucteMaTnyecKkre 0630pbl UCCieaoBaHKI C KOHTPONEM pedepeHCHbIM METOAOM WM CUCTEMATUYECKUI 0630pP
paHAOMU3UPOBaHHbIX KIIMHUYECKUX UCCNIefOBaHUI C NPUMEHEHMEM MeTaaHan13a
OTaenbHble UCCNeoBaHUs C KOHTPoeM pedepeHCHbIM METOLO0M WK OTAENbHbIE PAHAOMU3UPOBAHHbIE KIIMHUYECKKUE

2 nccnefoBaHUs U cucTemMaTMiyeckme 0630pbl UCCNefoBaHUIM N06GOro AM3arHa, 3a UCKIIDYEHUEM PaHAOMU3UPOBAHHbIX
KJIMHUYECKUX UCCNEeLOBaHNI, C MPUMEHEHMEM METaaHan13a
McenepoBaHns 6e3 nocneaoBaTeNbHOro KOHTPoNs pedepeHCHbIM METOAOM, UK UCCNefOoBaHUs C pedepeHCHbIM METOAOM, He

3 ABNAOWMMCA HE3aBUCUMbIM OT UCCNeLyeMOro MeToaa, Uin HepaHAoMU3UPOBaHHbIE CPAaBHUTESIbHbIE UCCNEL0BaHUS, B TOM
4yucne KoropTHble UccnesoBaHms

4 HecpaBHUTENbHbIE UCCNENOBAHUS, ONUCAHUE KJIMHUYECKOrO Cyyas

5 MmeeTcs n1wb 060CHOBaHWE MexaHn3ma AeNCTBUSA UM MHEHWE 3KCNEPTOB

Ta6auuya 2. LLIkana oueHKM YpOBHEN AOCTOBEPHOCTU AoKa3aTenbcTs (YAA) Ans MeToaoB NpodUNaKTUKK, IeHeHUs U peabunutauum
(NpodunakTUyecKunx, ne4ebHolx, peabunnTaLuMoHHbIX BMeLllaTeNbCTB)

Table 2. Scale of assessment of levels of evidence for methods of prevention, treatment and rehabilitation (preventive, curative,
rehabilitation interventions)

yan PacwudpoBKa
1 CuctemaTnyecKkuin 0630p paHLOMU3UPOBAHHbIX KIMHUYECKUX UCCIeA0BaHMI C NPUMEHEHMEM MeTaaHan13a
2 OTaenbHble PaHLOMU3UPOBaHHbIE KIMHUYECKME UCCeJOBaHUS U CVIE:TEMaTW-IeCKMe 0630pbl UccneaoBaHWi N060ro An3anHa,
3a UCK/Il0YEHWEM PaHAOMU3MPOBAHHbIX KIIMHUYECKUX UCCNEOBAHMIA, C MPUMEHEHWEM METaaHanM3a
3 HepaHAoMU3WpPOBaHHbIE CPaBHUTENbHbIE UCCNEA0BaHUS, B TOM YUC/IE KOrOPTHbIE UCCNEL0BaHNUS
4 HecpaBHUTENbHbIE UCCNELOBAHUS, ONUCAHWE KIMHUYECKOrO CyyYas Uan Cepun cnyvyaes, UCCNefoBaHUs «Clydah — KOHTPOSb»
5 MmeeTcs n1wb 060CHOBaHWE MexaHM3Ma AedCTBUSA BMellaTeNbCTBa (AOKINMHUYECKME UCCe0BaHUS) MU MHEHWE IKCNEePTOB

Ta6nuuya 3. LLIKkana oueHKM ypoBHeEN y6eanTenbHoCTH pekoMeHauni (YYP) ans MetoaoB NnpodunakTUKK, AMarHOCTUKK, NeveHuns
1 peabunutaumnn (NPodUNakTUHECKUX, AMAarHOCTUHECKHMX, le4eBHbIX, peabuInTaLMOHHbIX BMELWaTeNbCTB)

Table 3. Scale of assessment of levels of evidence for methods of prevention, diagnosis, treatment and rehabilitation (preventive,
diagnostic, therapeutic, rehabilitation interventions)

YYP PacwudpoBKa
CunbHas pekomeH[aLums (Bce paccMaTpmMBaemble Kputepum addGeKTUBHOCTHU (MCXOAbI) ABNSIOTCA BaXKHbIMW, BCE UCCIe0BaHUA
A MMEIOT BbICOKOE UK yAOBNETBOPUTENIbHOE METO0/I0rM4eCcKoe Ka4eCcTBO, UX BbIBOJ bl MO MHTEPECYIOLWLUM UCXOAaM ABAIOTCA
cornacoBaHHbIMM)
YcnoBHas pexkomMeHaauua (He BCe€ paccMaTpmBaemMble KpUTepuun :-)C])dJeKTVIBHOCTVI (MCXO,qu) ABNAOTCA BaXXHbIMU, HE BCE
B ncecnegoBaHUa UMEKOT BbICOKOE UK yAOBNETBOPUTE/IbHOE METOA0/10rM4ecKoe Ka4eCcTBo VI/VIJWI MX BbIBO/JbI MO MHTEPECYIOLWLNM
Nncxonam He ABNdatTCa COFﬂaCOBaHHbIMM)
Cnabas pexKoMeHagauuna (OTcyTCTBVIe AOKa3aTeNbCTB Hajsiexallero ka4yectBa — BCeE pacCMaTpuBaeMble KpUTePUn
C Sd)d)eKTVIBHOCTVI (MCXOﬂ,bI) ABNATCA HEBAXHbIMU, BCE UCCNeJOBaHUA UMEKOT HU3KOE MeTo40J1orM4yeckoe Ka4eCTtBo U UX BbIBObl
No UHTEpPECYLWNUM UCXoaaM He ABNAITCA COI'ﬂaCOBaHHbIMVI)
Mopapok oGHOBNEHUA OaHHbIX C MO3ULMKN OKa3aTebHOM MeAULIMHbI MO BOMNpPOCcam
KJIMHUYECKUX PeKoOMeHAauun OWArHOCTUKK, NedeHus, NpodunakTukm 1M peadbunntaunu
MexaHM3mM OGHOBMEHUS KIMHUYECKUX PEKOMeHAauun KOHKPETHbIX 3a60/1eBaHNN, HanMiMmM 060CHOBAHHbIX AOMOJI-
npegycMaTpuBaeT UX CUCTEMATUYECKYID aKTyanusauuoo — HEeHWN/3amMevyaHnn K paHee YTBEPKAEHHbIM KIMHUYECKUM

He pexe YyeM 1 pa3 B 3 roaa, a TakKe Npu NosiBJeHUU HOBbIX peKomeHaaLmMsaM, HO He Yalle 1 pa3a B 6 Mec.

Cratbs noctynuna: 01.04.2024, npuHaTta K nevartu: 16.06.2024
The article was submitted 01.04.2024, accepted for publication 16.06.2024




