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Crnncok cokpalieHui

AJIT — ananmHamuHOTpancdepaza

ACT — acnmaparmHaMuHOTpaHcdepasza

I'b — rnmukorenoBast 60J1€3Hb

I'TT — ramma-rmyramunTpanchepasa

I-KC® — rpanynouutapHbiii KOJTOHUECTUMYJIHPYIOMIHHA (pakTop
JIHK — ne30xkcuprnOOHYKICOTHHOBAS KHUCIIOTA

K®K — kpeatundochoknnasza

K®K-MB

JIALI" — nakraTaeruaporeHasa

JIITHIT — nunonpoTerHbl HU3KOM MIIOTHOCTH

JIIIOHII — nunonpoTerHbl 04€Hb HU3KOM TIJIOTHOCTH
MHO — MexnyHapoaHOE HOPMAIU30BAaHHOE OTHOLLIEHUE
OTII — opToTonuyeckasi TpaHCIIAaHTAIUS TIEYCHU

[T1 — npoTpOMOMHOBBIN HHEKC

CIHIJA — Coenunennbie [lTtaTer AMepuku

V3U — ynbTpa3ByKOBOE UCCIIEI0BAHNE

OIIP — sH101M51a3MaTHYECKUI PETUKYIIYM

3XO-KI" — sxokapauorpadus



TepMuHbI U onpeaeIeHUs

A/leHOMA TeYeHH — HOBOOOpa3oBaHUE JOOPOKAYECTBEHHOTO XapakTepa, pa3BHBAIOIICECS B
SMUTEINAIBHONU TKAaHU U COCY/IaX MEUYEHHU.

I'emaromeraJiusi — yBeMueHue NEYECHHU.

I'unepaunuaeMusi — aHOMaJabHO MOBBIIICHHBIE KOHLIEHTPALUU JIUIIUJOB W/UIU JUIONPOTEUHOB B
KpPOBH.

I'mnepypukemusi — MOBBIIIIEHHAS! KOHLIEHTPAIMS MOYEBOU KHUCIOTHI B KPOBHU.

I'mnorjimkeMusi — CHIDKEHHE COJICPIKaHUS TITFOKO3bI B KpOBH MeHee 3,33 MMOJIb/JI.

I'imkorene3 — OGMOXMMHUYECKHI MPOLECC, MPOTEKAIOMMNA B OCHOBHOM B IE€YEHHE W MBIIIIAX, B
pe3yiabTaTe KOTOPOTO TIIFOKO3a MPEBPAIIACTCS B TJIIMKOTEH.

I'nmukoreHonu3 — OMOXMMHUYECKHI TMPOIECC PACIICIUICHUS] TJIMKOT€HA JO TJIOKO3bl, KOTOPBIU
OCYILIECTBISICTCS TJIABHBIM 00pa3oM B MEUEHU M MBIIIIAX U HE TpeOyeT 3aTpaTr SHEPruu, C LEIbI0
MOA/ICpKaHUs TIOCTOSIHHOTO YPOBHS TJIFOKO3bI B KPOBHU.

I'nmukoau3 — mpoIecc OKUCICHUS TJIFOKO3bI, MPU KOTOPOM U3 OJIHOM MOJIEKYJbl TJIFOKO3BI
00pa3yroTCs IBE MOJICKYJIbl TUPOBUHOTPAJTHON KUCIIOTHI.

I'miokoHeorene3 — mpoiecc 00Opa3oBaHMs B MEUYEHU U OTYACTH B KOPKOBOM BEIIECTBE MOYEK (OKOJIO
10 %) MoneKyn TII0KO3bl U3 MOJIEKYI IPYTUX OPTraHHUYECKUX COSAMHEHUNW — MCTOYHHKOB SHEPTHH,
HampuMep CBOOOIHBIX aMUHOKHUCIIOT, MOJIOYHON KUCJIOTHI, TNIULEPHHA.

JlakTaT-anua03 — MmaTtoJOoTHYECKOe COCTOSHHME, BO3HHUKAIOIIEE IMPU DPA3TUYHBIX 3a00JICBAaHUSX H
CHUHJIpOMAx, KOrJa COAEPKAHUE MOJIOYHOM KHCIJIOTHI B CHIBOPOTKE KPOBHU CTOMKO MPEBBIIAET 35
MMOJIB/JI, UTO COMPSKEHO CO CHIKeHUEM pH apTepualibHO KPOBH.

HeiiTponneHusi — TMOHIKEHHBI YpPOBEHb HEUTPO(PHUIBHBIX TPAHYIOIUTOB B OOIIEM KJIETOYHOM
COCTaBe KPOBH /10 ypoBHs MeHee 1500/Mxit.

Crearo3 nmevyeHu — HamboJee pacIpPOCTPAHCHHBINA TEMaTo3, MPU KOTOPOM B MEUEHOUHBIX KIIETKAX
MIPOUCXOAUT HAKOIUICHHE KHUpa.

ChIpoii KYKYPY3HBIH KpaxMmaJ — 3TO Kpaxmajl, MOJy4aeMbli U3 KyKypy3bl, HE MpOIIEIIINN
KyJIUHApHYIO 00pabOTKy, KOTOPBIM CO3/JaeT 3amac TIFOKO3bI B KHIIEYHUKE, OTKyAa OHA MEIJICHHO
BCACBIBAETCSI B KPOBb, TTOITOMY NMPUMEHEHHE CHIPOTO Kpaxmayia MO3BOJsIET 00OMTHCH 0€3 4acToro
KpPYIJIOCYTOYHOTO KOPMJIEHHS ¥ 30H/I0BOTO MMUTAHUS.

®dudpo3 meyeHn — pa3zpacTaHUE COCAUHUTEIBLHOM TKaHW OpPraHa, BO3HMKAIOIIEE MPHU YPE3IMEPHOM

HAKOIUIEHUH OEJIKOB BHEKJIETOYHOTO MAaTPUKCa (OCHOBBI COEIMHUTENbHON TKaHU).
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1. KpaTkasi ungopmanus mo 3a00J1eBAaHNI0 UM COCTOSTHUIO (TpyIme

3a00J1eBaHUil UM COCTOSIHUI)

1.1 Onpenenenue 3a00JeBaHUs MM COCTOSIHNS (TPVIIILI 3200J1€BAHUI MJIN COCTOSTHHI)

I'nuxozenoean 001€3Hb (2NUKO2EHO3bl) — 8POIHCOEHHDBIE HAPDYUIEHUA OOMEHA 2NUKO02EHA,
00ycnoenennvle MymayuaAmMu 2eH08, KOHMPOIUPYIOUUX (hepmenmepl, yuacmeyroujue 6
Memadonume 21UKO2eHA.

I'nmukorenoBasi 0oJie3Hb, THN la (cuHOHMMBL: Oone3Hb (oH [Hpke, remaropeHaTbHBINA
TNIMKOT€HO3, TenaToOHe(pPOMETANbHBIA  T[JIMKOTeHO3, JAepuuuT  riroko30-6-docdarazer) —
3a0olieBaHWe U3 TPYOIbl HACIEICTBEHHBIX Ooie3Hel oOMeHa BellecTB, OOYCIOBJIEHHOE
HEJOCTAaTOYHOCTHIO TIIOK030-6-(hocdaTasbl, UTO MPUBOJUT K HAKOIUICHHIO TNIMKOTE€Ha HOPMAJIbHOMN
CTPYKTYpHI B IICUEHH, TIOYKAX U CIM3UCTON 000JI0UKE KHIIEYHUKA. THUI HACIEIOBAHUS - AyTOCOMHO-
pEeLIECCUBHBIN

I'niukorenoBasi 6oJie3nb, Tun Ib — 3aboneBanue W3 rpynmbl HACIEICTBEHHBIX OOJe3HEH
oOMeHa BelIecTB, 00YCIOBIEHHOE HEJOCTATOYHOCTHI0 MUKPOCOMAIBHOTO TPAHCIOPTHOTO Oenka Tj
(TpaHCcI0Ka3bI TII0K030-6-(hocdarasbl) U acCOIMUPOBAHHOE C M30BITOYHBIM HAKOTJICHUEM TIIMKOTCHA
HOPMAaJILHOW CTPYKTYPHI B IIEYCHH, TIOYKAX M CIU3UCTON 000JI0UKe KUIIeYHHKA. THIl HacIe10BaHus -
ayTOCOMHO-PEIECCUBHBIN

I'nmukorenoBast 0ose3nb, Tun |l- 6ose3ns Ilomme (cm. KimHuueckue pexomeHaanuu
«bones3ns [Tommey)

I'nmukorenoBasi 6oJiesnb, THH |l (cunonumer: OGonesnr Kopu, O6onesnp @PopbOca,
JUMUTICKCTPUHO3, NePUIUT aMmuio-1, 6-raroko3uaassl, JeQUIUT TIIMKOTE€H-BETBSIIEro (epmeHTa
«neOpaHuepa») — 3a0oyieBaHMEe M3 TPYINIBl HACIEACTBEHHBIX Ooyie3HEH OOMeHa BelIeCTB,
00yCIIOBJICHHOE HEIOCTaTOYHOCTHIO TIIMKOTEH-IEBETBSAIIEro (pepMeHTa, MpeaCcTaBICHHOTO aMHIIO-
1, 6-rmoko3uIa3ol U 4-o-TioKaHOTpaHc(epazoi, U aCCOIMUPOBAHHOE C HAKOIUICHHEM TIUKOTCHA
aHOMAaJIbHOM CTPYKTYpbl C KOPOTKMMHU OOKOBBIMH BETBSMH B TMI€YEHM W/MIU MbIIIax. B
3aBHUCHUMOCTH OT aKTUBHOCTH KAaTaJIUTHUECKUX EIUHUIl U JIOKAIH3aluu JePUIUTHOTO (EepMEHTa,
BeiieisitoT 4 moartuna I'b III Tuma: Illa, IIIb, Illc u IIId. Twum HacmemoBaHusi - ayTOCOMHO-
peLeCCUBHBIN

I'iukoreHoBasi 60s1e3ub, THI IV (cuHOHUMMEL: OoNe3Hb AHaepceH, aeduuut ammio-1,4:1,6-
TIIIOKaHTpaHchepasbl, AeQUIUT TIMKOTeH-BETBAIIET0 (pepMeHTa, aMHIIONEKTHHO3) — 3a00JIeBaHue
U3 TpyNnnbl HacleACTBEHHBIX OoJjie3He oOMeHa BelIeCTB, OOYCIOBIEHHOE HEI0CTaTOYHOCTHIO
ammiio-1, 4:1, 6-rimrokanTpanchepaspl  (TIMKOTEH-BETBAMIETO (epMeHTa) M COMPOBOKAAIOIIEECS
HAKOIUICHHEM TIIMKOTeHa aHOMATbHON CTPYKTYPBI B PA3TUYHBIX OpraHax M TKaHsX, BKIItOYasi MEYCHb

M MBI, THII HacIeT0BaHUS - aYTOCOMHO-pCLICCCI/IBHHﬁ



I'aukoreHoBast 0oJie3Hb, THN V (CHHOHMMEBI: 00j€3Hb Mak-Apjaia, HEIO0CTAaTOYHOCTD
MBIIIEYHOW pocdopuinasbl) - 3a007IeBaHNE U3 TPYIIIBI HACIEICTBEHHBIX 00JIe3HEH 0OMEHa BEIIECTB,
OOyCIIOBJICHHOE HEJOCTATOYHOCTBHIO MBIIICUHON rmMKoreH Qochopuiaspl, NPUBOAAIMICH K
HAKOIUICHUIO IIMKOTeHa B MbIIIIAX. THUIl HAacIeJOBaHUsl - AyTOCOMHO-PEIECCUBHBIH.

I'nmuxorenoBasi 6ojie3nb, THn VI (cuHOHuMMBI: OosiesHp Xepca (DOpa), npedurur
docdopmnazel iedeHn) — 3a00JIeBaHUE U3 TPYIIIBI HACIEACTBEHHBIX 0OJEe3HEH OOMEHa BEIECTB,
OOyCIIOBJICHHOE  HEJOCTATOYHOCTBHIO  IMEeYeHOYHOW (ochopuiazel W aCCONMHPOBAHHOE C
HAKOIUICHHEM TJIMKOTe€Ha HOPMAaJbHOM CTPYKTYphl B IeueHH. Tum HacieaoBaHUS - ayTOCOMHO-
pEeLIeCCUBHBIN

I'iukoreHoBast 0oJiesHb, ThHn I1Xal m 1Xa2 (cumommmser mis IXal: X-cremieHHBIHR
MeYEeHOYHBIH TuKoreHo3 tuna |, cunonumsl mig 1Xa2; X-cremieHHbIH MEYEHOYHBIH TNIMKOTEHO3
tuna |l) — 3aboneBaHue U3 TPyl HACIEACTBEHHBIX 00JIe3HEH 0OMEHa BEIIECTB, 00YCIOBICHHOES
HEJOCTATOYHOCTBIO  O-CyOBbeNMHHUIIBI  KWHAa3bl  ¢docopunassl  (hochoknuHA3BI) TMEUEHH U
ACCOIIMUPOBAHHOE C M3OBITOYHBIM HAKOIUICHWEM TJUKOTCHAa B opraHe. THWIT HacleqOBaHHS - X-
CLEIUICHHBIN pEeLeCCUBHBIN

I'nmukoreHoBasi 60Jie3Hb, THI IXb (CHHOHUMBI: JEUIUT MBIIICYHOW/TICYCHOYHOW KHHA3bI
dbochopuiazpl ayTOCOMHO-PELIECCUBHBIN) — 3a00JIeBaHKe W3 TPYIINbl HACICIACTBEHHBIX OOJIE3HEH
oOMeHa BemiecTB, OOYCIOBICHHOE HEIOCTATOYHOCTHIO [-CyOBEIMHMIIBI MBIIICYHON/ TIEYCHOTHOM
KrHA3bl Gochopuiiazbl U aCCONMUPOBAHHOE C HAKOIUICHHEM TJIMKOTEHA B TEUEHU W MBIIIAx. Tum
HACJIETOBaHUS - AyTOCOMHO-PEIIECCUBHBIM

I'iukoreHoBasi 00J1e3Hb, THUII IXc (CHHOHUMBI: HEJ0CTaTOYHOCTh
TECTUKYJIIPHONU/TIeUeHOUHOM N30(hopMBI Y-CyObeIUHUIBI KMHA3bI (pochoprinazel) — 3a00aeBaHUE U3
Ipynnbl  HacleACTBEHHbIX Ooyie3He oOOMEeHa BellecTB, OOYCIOBIEHHOE HEJOCTaTOYHOCTHIO
TECTUKYJISpHON/TIe4eHOUYHOH  M30(OopMBI  y-CyObEeOMHMIBI  KuHa3bl  (ocopuiazel U
aCCOIIMMPOBAHHOE C HAKOIUICHHEM TIJIMKOT€HAa B TME€YEHW U MbIIax. Tum HacleJoBaHHs -
ayTOCOMHO-PEIIECCUBHBIN

I'aukoreHoBasi 60.1e30b, THN | Xd (CHHOHMMBI: TeDUITUT MBIIIEYHON KUHA3BI (Hocopriassl
X-CIIeTUICHHBIM) 3a00JieBaHWE W3 TPYIIbl  HACIEACTBEHHBIX OoOJIe3HEH OOMeHa BEIIeCTB,
O00yCIIOBJIGHHOE HEJOCTATOYHOCTHIO anb(a-CyObeIUHUIBI MBIIIEYHON KHHA3bl (Hocopuiassl,
MIPUBOJIANICH K HAKOIUICHHUIO TJIMKOTEHA B CKEJICTHBIX MBINIIAX. THIT HACIeIOBAaHUSA - ayTOCOMHO-
PELIECCUBHBIN.

Tun HacnenoBanus - X-CLETUVIEHHBIN PELECCUBHBIN

I'aukoreHoBast  00Jie3Hb, THH X  (CHHOHHMMBI:  HEIOCTATOYHOCTH  MBIIICUHOU

dbocdormuneparMmyTasbl), 3a007€BaHUe W3 TPYMIBl HACIEACTBEHHBIX Oojie3HEH OOMEHa BEIIECTB,



00yCJIOBIIGHHOE HEJOCTAaTOYHOCTBIO (ocdoraurepar MyTasbl, NPUBOIANICH K HAKOIUICHHIO
IVIMKOT'€HA B CKEJIETHBIX MblIIIaxX. THIl Hacie0BaHMsl - AyTOCOMHO-PELECCUBHBIM.

I'aukoreHoBasi 60s1e30b, THI X| (CHHOHMMBI: TEUIIUT MBIMICYHOW JIAKTATACTUAPOTECHA3BI
A) - 3aboseBaHWe W3 TPYIIbl HACIEACTBEHHBIX OOJe3HEH OOMeHa BeIIecTB, OOYCIOBICHHOES
HEJO0CTAaTOYHOCTHIO JIAKTATJAETUPOreHa3bl A B MUOLIUTAX, MPUBOASIIEH K HAKOIIJICHUIO TJIMKOT'€HA B
CKEJIETHBIX MbIIIIAX. THUI HacIea0BaHUs - AyTOCOMHO-PELIECCUBHBIN.

Cunapom ®ankoHu-bukensi (renatopeHasbHbI TNIMKOTE€HO3 € CHHIpOMOM MDaHKOHW,
[JIMKOTeHO3, Tull MaHKoHH, riukoreHoBast 0ose3Hb. Xl) - 3a001eBaHre U3 TPYIIbI HACIEACTBEHHBIX
0ose3Heil oOMeHa BelecTB, 00YCIOBICHHOE HEAOCTATOYHOCTHIO TIIOKO3-TpaHCIopTepa 2, KOTopas
IIPUBOJUT K HAKOIUIEHWIO IJIMKOI€Ha B IIEUEHUM M IMOYKax. TWIl HacleAOBaHHUS - ayTOCOMHO-

PELIECCUBHBIN.

I'aukoreHoBast 00Jie3Hb, THN O (CHHOHUMBI: arJIMKOr€HO3, ACQUIMT IMEYEHOUYHOM WIIH
MBIIICYHON TJIMKOT€HCUHTa3bl) — 3a00JIeBaHUE W3 TPYIIbl HACIEACTBEHHBIX Oo0Je3Hel oOMeHa
BEIIECTB, OOYCIIOBJICHHOEC HEIOCTATOYHOCTHIO TJIMKOTCHCHHTAa3bl B IEUYCHH WJIM B MBIIIIAX H
ACCOIIMMPOBAHHOE C KpailHE HM3KUMHM 3aracaMd TJIMKOI'eHa B T'eNaTONMTaX WM MHOIUTAaX, H,
COOTBETCTBEHHO, B OTJIMYHME OT JAPYrUX THUIOB TIJIMKOTEHOBOW OO0J€3HHU, MpoTekamliee 6e3
M30BITOYHOTO €r0 OTJIOKEHHS. B 3aBHCHMOCTH OT JIOKIM3auu JeUIUTHOTO (pepMeHTa, BBIICISIIOT
MEYCHOYHYIO U MBIIICYHYIO (hopMy 3aboseBanus. THIT HACIeIOBaHUS - ayTOCOMHO-PEIIECCUBHBIN

BoJie3Hb HAKOIJIEHHS] TJHKOreHa B cepiale, BPOXIeHHasl, JieTaJdbHasi (CHHOHUMBI:
HegocTaTouyHOCTh  (pochopunaszkunasel cepana, PRKAG2-cunapom) 3aboneBaHue U3 TPYIIbI
HAaCJIeICTBEHHBIX Oose3He obmeHa BEIIIECTB, 00YCIIOBJICHHOE HEJIOCTaTOYHOCTHIO
dbochopmrazkuHazel B KapJAUOMHUOINTAX, TPUBOMSIICH K HAKOIUICHHIO TJIUKOTCHA B CEpACYHOM

MbIie. Tun HacaenoBaHUS - aYTOCOMHO'ﬂOMHHaHTHBIﬁ.

1.2 JTHoJOrMS M NATOreHe3 3a00JeBAHUS MM COCTOSTHHS (rpynnbl 3200J1€BaHNIi_HMJIH

COCTOSTHMI)

I'nukoreHoBas 00J1e3Hb, THI la

3aboneBanne 00ycioBieHo MyTarusmu B reHe G6PC, xoxupytromem riroko3o0-6-dhocdarasy,
YTO MPUBOAUT K €€ HEJOCTATOYHOCTH B MEUEHH, IMMOYKaX, CIM3UCTON 000I0UKE KUIIEYHHKA, a TaKXKe
B OCTPOBKax B-KJIETOK MOJKETyJOYHOH XKeJe3bl U KEeIYHOro my3bips. ['en kaptuposan Ha 17021.31.
[1,2].

I'mroxo030-6-hocatasa karanmm3mpyeT KOHEUHYIO PEAKIMI0 Kak TIJIIOKOHEOTeHe3a, TaKk M

THPOJIM3a TIIMKOTEHa, THAPOJIU3Ys TIII0K030-6-(pocdar Ha TioKko3y U Heopranndeckuit ¢pocdar (Pi)



U SBIAACH €IMHCTBEHHBIM HCTOYHMKOM OOECNEYEeHUs OpraHu3Ma OOJIBIIMMHU KOHLIEHTPALUSIMU
rioko3bl. HecrmocoOHOCTE oprann3Ma 00JIbHOTO MPEBPATUTH TIIIOK030-6-pochaT B INIIOKO3Y BEAET K
THIOTJIMKEMUH JJa)Ke TPU  KPAaTKOBPEMEHHOM TOJOAAHWM M3-3a OJOKaJIbl TJIMKOTEHONIW3a H
IJIFOKOHEOT'€HEe3a U K HAaKOIJICHUIO IVIMKOT€Ha B MIEYEHU, IOYKaX U CIM3UCTON 000JI0UKE KUIIEYHHKA,
npuBoAs K auchyHkuuu >tux opranoB [1,3]. Hakoruienue cyOcTpata OJOKHPOBAaHHOM peakid,
TIII0K030-6-ocdhara, cTUMyTUPYET TIIMKOIU3 M HAKOIUICHHWE JIaKTaTa, KOTOPBIM, CHHTE3UPYSICH B
SPUTPOLMTAX U MBIIICYHOW TKaHM, HE MOXKET OBITh NpEBpalleH B TIIOKO3y B nedyeHu (Oiokanaa
IJIIOKOHEOreHe3a). I'mmornukeMuss OOYCIIOBIMBAaeT OTHOCHUTENBHO HU3KYI0  KOHIIEHTPAlLUIO
uHCynuHa. CHUXAeTcsi COOTHOLIEHWE WHCYJIUH/TIIOKAroH, CTUMYJUPYS JHUIONM3, M IOBBIIIACTCS
YPOBEHb JKUPHBIX KUCJIOT B TuiazMe. CTUMYNSIMA TJIMKOJIM3a BENET K YBEIMYEHHUIO CHHTE3a
riunepona u anetmi-KoA, cyocTpaToB U KOQakTOpPOB CHHTE3a TPHUTIIAILIEPUIOB B ITEYCHU. | TFOKaron
TaKXKe CTUMYJIHUpYeT MeTabolM4yecKue IIyTH, YyrHeTarollue [-OKUCIEHUE MKHUPHBIX KHCIOT B
MUTOXOHJPHSX, YTO CONPOBOXAAeTcsl AuKapOOHOBOM auumaypuedl. Ecmum ckopocTh cuHTE3a
arloJIUIONPOTENHOB M O0pa30BaHMs JIMIONPOTEMHOB oOueHb HuU3koW I1iotHoctu (JIIIOHII) u
munonporenHoB Hu3kod miotHocty (JIIIHII) orcraer or yckOopeHHOro cHHTE3a JMIUAOB, B
rernaTouuTax o0pa3yloTcs Kaluld >KHpa, BBI3bIBAs BBIPAKEHHYIO TIelNaTOMErajuio (KUpoBas
TpaHchopMmalus, creaTo3 medeHu). Jlakrar sBiseTcs KOHKYPEHTHBIM MHIMOMTOPOM I1OYEYHO-
KaHAJIBLIEBOM CEKPElHU YPaTOB, YTO BEIET K TUIEPYPUKEMHH U TUIIOYPUKO3YpUH. | UNIepypHKeMHUsI
SBIISICTCS CJIEJICTBUEM HE TOJBKO CHIDKEHUS IMOYEYHOTO KJIMPEHCA, HO U TUIEPIPOAYKIUU MOYEBOI
KHUCJIOTBl B pe3yjbTaTe HCTOIIEHUS BHYTpUIIEYEHOUHOro (ocdara M yCKOPEHHOM Jerpajaiuu
aJICMHOBBIX HYKJIEOTU 0B [4, 5].

Mexanusmbl GopMupoBaHus (POKATBLHO-CETMEHTAPHOTO TioMepyiockieposa npu I'b I tuma
OKOHYATeNbHO He scHBl. [IpemnonoxurensHo, ¢GopmMupoBaHne (poKaabHO-CErMEHTAapHOTO
IJIOMEPYJIOCKIIepO3a CBSI3aHO TaKXKe C MEpCUCTUPYIOLIEH TUmnepiunuaeMueii, Harmogodue Toro, Kak
3TO MPOUCXOAMT MPHU NMEPBUUYHOM HEPPOTUYECKOM CHHAPOME C HEaJeKBAaTHBIM KOHTPOJIEM YacTOThI
pPEIMINBOB M aKTUBHOCTH Ooie3HH. Ha ponp Apyrux maroreHeTHdecKux (PakTOpOB MPETECHAYIOT
apTepHuajbHas TUIIEPTEH3Us, Hepenko Bo3HuKaromias npu ['b [ Tuna, u runepypukemus. [6,7].

I'makorenosas 00J1e30b, THII Ib
3aboneBanue oOycnoBineHo MytauusmMu TeHa SLC17A4, xonmupylomero MHUKPOCOMAaIbHBIN
TpaHCOPTHBIH  Oemok Tjp  (TpaHcioka3y TIIOK030-6-pocdaraspl), dYro MPUBOIAUT K €€
HEJIOCTaTOYHOCTH B TIE€YEHH, TOYKAX, CIM3HCTOW O0OJOYKEe KHWIICYHWKA. | €H KapTHpoBaH Ha
11923.3.

PacnonoxeHnne akTUBHOTO LIEHTpa TIIOK030-6-pocdaTassl B npocBere DIIP oOycnosnuBaer
HEOOXOJMMOCTh TPAHCIIOPTHPOBKH BCEX CYOCTPaTOB W TPOIYKTOB PEAKIMH, KaTaIH3HpPyeMOM

dbepmentom, uyeped wmemOpany OIIP. Hemocratounocts Oenka T  compoBoXKmaeTcs



HEJIOCTaTOYHOCTBIO TITI0K030-6-pocdarasel [1]. Crnennduyeckum npusHakom I'b Ib tuma siBisercs
HeliTporieHust U yxyaumeHue (yHkouu HedtpoduiaoB. VY Takux OONBHBIX HapylleHa Kak
JBUTaTeNbHAsl CIIOCOOHOCTh HEUTPO(HIIOB, TaK W WX AKTUBHOCTb IPH PECIIUPATOPHOM B3pBIBE.
Kpome TOro, 3T maTosoruyeckue M3MEHEHHS MOTYT OBITh CBsSI3aHBI C HapylIEHHEM TpaHCIopTa
[JIIOKO3bl  4epe3 MeMOpaHy MOoIUMOPGHOSAEPHBIX JeKouuToB. COINIacHO CYIIECTBYIOIIUM
MPENOI0KEHUIM, MUKPOCOMAJIbHBIN TPAHCTIOPT TIII0K030-6-hocdara urpaer onpeneneHHyo poib B
AHTUOKCUIAaHTHON 3aluTe HEUTPO(HUIOB, a TEHETHYECKas IIOJIOMKAa TPAHCIOKAa3bl TIOK030-6-
docdarassl BeleT K HapYUICHUIO KIETOYHBIX (YHKIMI, B YaCTHOCTH, alloNTO3a, YTO MOXKET CIIYKUTh
o0bsicHeHHEM HelTpopuIbHON auchyHkuuu y 6onbHbx ¢ I'b Ib Tuma [8, 9].

I'nukorenoBas 60s1e3Hb, THI |11
3aboneBanue o0ycinoBieHo Mytanusmu reHa AGL, koaupyromero riauKoreH-1eBeTBIImi hepmMeHT,
KOTOpBIM MpeAcTaBisieT co0O0i OONbIIONH MOHOMEpHBIM OElNOK ¢ MOJEKYISAPHOM Maccoit
npubmusutenbHo 160k u mmeer 2 KaTalIUTUYECKHX EAMHMIBL: amuio-1,6-rimoko3uaasy u 4-o-
rIoKaHoTpancdepasy, crnocoOHbIe (YHKIIMOHUPOBATh HE3aBHCHMO JAPYr OT Jpyra, OIHAKO JUIs
HOPMAJILHOTO JICHCTBHS JAECBETBALIETO (hepMEeHTa HEO0O0XOAMMa aKTUBHOCTh O0EUX KaTaIUTHYECKUX
enunuil. [TogaBinsroniee OOIBIIMHCTBO OOJIBHBIX UMEIOT ASPUIUT 3TOTO YH3UMA KaK B MEYCHU, TAK U
B Mbimax (moarum l11a), onnako npumepHo y 15% manueHTOB OH OTMEYAeTCsl TOJBKO B MEYCHH
(moarun 111b). Hanuure yka3aHHBIX MOATHIIOB OOBSCHSICTCS Pa3IMYHON dKCIpeccueit GepMeHTa B
TKaHsX. B penKkux ciydasx CeJeKTHBHOE CHIDKCHHE aKTHMBHOCTH JIMOO aMmio-1,6-Timoko3nassl,
6o  4-o-rmrokaHotpaHcdepasbl npuBOAMT K passutuio noarumoB Il u  1lld  GonesHw,
COOTBETCTBEHHO. ['eH kapTupoBaH Ha 1p21.2. [1].

Amuio-1,6-rroko3uaza  yqacTByeT B METa0OJM3ME TJIMKOT€HAa B TOYKAaX BETBIICHHS
TJIMKOTEHOBOTO «JiepeBay. MepMeHT siBnsieTcss OM(yHKIIMOHATBHBIM, C OJTHOW CTOPOHBI MpeBparias
JTUMUT-IEKCTPUH B TVIMKOT€H C HAPYKHBIMH LIETIIMA HOPMaTbHOW JJUHBI U, C APYroil, 0CBOOOXKIas
TIIIOKO3y MyTeM THjaponu3a o-1,6-raroko3unHoit cszu. HemoctarouHocTh (epMeHTa MPUBOAUT K
HapYIIEHWIO TIpoIlecca TIIMKOTCHONIM3a, TPUBOMAS K HAKOIUICHHIO B TKAaHAX (TI€YCHb, MBIIIIIHI)
MOJICKYJT TJIMKOTCHA aHOMAaJbHOW (OPMBI C YKOPOUCHHBIMH HApPYKHBIMU IEMSIMUA, KOTOPBIH
OKa3bIBaeT IIMTOTOKCHYECKOE JAEHCTBHE, NMPHUBOAS K IUCHYHKIHUU COOTBETCTBYIOIIUX OPraHOB.
Mexanu3mbl (HOpMHUPOBAHUS TUMIOTITUKEMUN U JIAKTATAllM03a CXOAHBI ¢ TakoBbIMU Tipu ['b I Trma
[10, 11].

I'nukorenoBast 60J1e3Hb, THII IV
3aboneBanue oOycmoBieno wmyramusmMu B reHe GBE1, komupyromem  amwmno-1,4:1,6-
rIoKaHTpaHncdepasy, 4To NPUBOAUT K €€ HEJOCTaTOYHOCTH B TI€UEHHU, MBIIIIAX, JEHKOIHUTAX,

sputpouutax u pudpobnactax. ['en kapTupoBan Ha 3p12.2.



Awmmiio-1,4:1,6-rmokanTpancdepaza y4acTBYeT B MeETa0OJM3ME TJIMKOTEHA TMPU TOYKAX
BETBJICHUSI TIUKOTEHOBOro «aepeBa». HemoctaToYHOCTh ¢epMeHTa 00YyCIOBIMBAET HapyIIEHUE
HOpPMAJILHOTO CHHTE3a TJIMKOT'€Ha, BCJIEACTBHE Yero oOpa3yercss aHOMAJbHBIM IOJIMcCaxapuj C
aMIIONEKTUHOMOA00HONW CTPYKTYpOH (MOJIUIIIMKO3TIMKAH), KOTOPBIN, HAKAIJIUBAsCh B PA3IUYHBIX
TKaHsX, BKIIIOYas TICYCHb M MBIIIILIBI, TIOBpEXIaeT ux kietku [1, 12].

I'nukoreHoBas 60/1e3Hb, TUI V

3aboneBanue o0OycnmoBieHO MyTtauusMu TeHa PYGM, KOOUpyOMmEro MBIIICYHYIO
dbochopmiazy. I'en kaptupoBan Ha 11913.1. BcenencrBue aeduiura mbimedHoi dochopuiiasbl
HapyllaeTcs pacuielyieHue IJIMKOreHa A0 IoKo30-1-gocdara, B pesynbTare 4yero MpoOUCXOIUT
HAKOIUICHHE TJIMKOTEHA B MBIIIIIAX.

I'nukorenoBas 60s1e3Hb, THI V|

3aboneBaHre BO3HUKaeT BciencTBue myranuii B reHe PYGL, komupytomero ¢ochopunazy
neuenu. ['en kaprupoBan Ha 14g21.1. [1].

Jedumur mnedeHouHOW ¢ocdopminasel, KaTaTM3UPYIOMICH TEPBYIO PEaKIUI0 pacmhajaa
TJIMKOT€HA, BEJIET K ero M30bITOYHOMY HAKOIUICHHUIO B rematorurax [13, 14].

I'nukorenoBasi 60J1e3Hb, THI | Xal u 1Xa2

3aboneBanrue 00yCIOBIEHO MyTauusMu reHa PHKA2, KOAUPYIOMIETO 0-CyObeAUHUILY
MEYEHOYHON KHHA3bI (ochopriIassl, 4TO MPUBOIUT K €€ HEJOCTATOYHOCTH B MEUYCHU U IPUTPOIUTAX
(montum 1Xal) wim Tonbko B neuenu (moxarumn 1Xa2). ['en kaptuposan Ha Xp22.13. [1].

I'immxorenoBast 6oJ1e3ub, Tun | Xb

3aboneBanue o0ycinoBieHo MyTauusMu reHa PHKB, koaupyromero p-cyobeauHuily
MBIIIEYHOW/TIe4eHOUHON KuHa3bl hocopuinassl. ['eH kapTupoBan Ha 16012.1.

I'nukorenoBas 60J1e3Hb, THI IXC

3abosneBaHue 00yCJIOBIEHO MyTalUSIMH reHa PHKG2, KOJUPYIOILErO
TECTUKYJIIPHYIO/TIEUEHOUHYI0 M30(opMy Y-CyObeaUHUIIBI KuHa3bl Gochopunasbl. ['eH kapTupoBaH
Ha 16pl1.2.

I'iukoreHoBast 0oJie3Hb, T 1Xd

3aboneBanue o0ycioiaeHo myTtanusmu rena PHKAL koaupyromiero Mpiieunyoo n3ohpopmy
anb(ha-cyobeIMHUIBI KnHa3bl hocdopunasel. ['eH kapTuposan Ha X(13.1.

ITaToreHes riaMKoreHoBbIX 00Jie3Hel, TuM 1 X

Jedunut mr000it u3 cydoneauuuil kuuassl Gpochopunasel b Hapymaer nporecc Gochoposmsa
nedyeHouHou (ocdopunasel b B pochopunasy, a, 4To BefeT K HapyIICHUIO aKTUBAIIUK TOCICTHEH U
B HTOT€ — K HEBO3MOXXHOCTH pacuieruieHus: rimkoreHa. DocdoknHaza coctout w3 4 pasHBIX
CYyOBEIMHUIL, KOKIYIO U3 KOTOPBIX KOJAMPYIOT Pa3IMIHBIC TCHBI, PACIOJIAraloIIuecs Ha Pa3InIHBIX

XpOMOCOMaxX M IO-pa3HOMY dKCIpeccupyromuecs B pasnnyabix Tkausx: o (PHKA2), B (PHKAB), v


https://omim.org/geneMap/X/407?start=-3&limit=10&highlight=407

(PHKG2), 8 (CALM1). CyObemnuHuisl o W [} BBINOJHSAIOT PETyIATOPHBIC (GYHKIHH, Y —
KATATUTHYECKYIO0 (PYHKIMIO, a & — (yHKIMIO cBsi3biBanus nouoB Ca’’. CyObeMHILIA 0 HMEeT 1Be
n30pOpMBl  —  MBIIICYHYI0 UM  [EYEHOYHYI0, KOJUPYEMble JBYMS pa3sHBIMH T€HaMH,
pacnonaratomumucs Ha X-xpomocome Henocrarounocts kuHa3bl hochopuiassl, B 3aBUCUMOCTH OT
130(OpMBbI, IPUBOAUT K HAKOIUJICHHUIO TJIMKOTE€HAa B TMIEUEHU, B MEUEHU U MBIIIIAaX, U30JIMPOBAHHO B
MBIIIIAX, B cepaie [15, 16].

I'nukorenoBas 60J1e3Hb, THI X

3aboneBanue oOycioBiieHO MyTanusiMu TeHa PGAM2, Koaupyromero MbIIICYHYIO
dbochormuuepar myrazy. ['en kaptupoBan Ha 7pl3. HemocratodyHocTh ¢epmMeHTa NPUBOAUT K
HapylmieHuo TnpeBpamieHus 3-pocdormumnepar, B 2-pocdormuiepar, HapYIICHHIO MTPOILECCOB
[IMKOJIM3a U HAKOIIJICHUIO TJIMKOT€HA B MBIIIIAX

I'nukorenoBasi 60J1e3Hb, THII X|

3aboneBanue oOycinoBneHo wmyrtamusmMu reHa LDHA, kxoaupyromero cybenunHuny A
nmakTaraeruaporeHassl.  I'eH kaptupoBan Ha 11plS. HemocratowHocTh (epMeHTa HPHUBOAMUT K
HapyLICHUIO NPOLIECCOB ITIMKOIN3a U HAKOIUIEHUIO INIMKOTeHa B MBIIIIIAX.

Cunapom Pankonun-bukesns

3aboneBanue 00ycioBiaeHo MmyTanusiMu rena SLC2A2, KOAUPYIOLIETo TIII0K030-TPaHCIIOPTEP
2. T'en xaptupoBan Ha 3026.2. HenocrarouHocTh (epMeHTa NPUBOAUT K HAPYIIECHHIO TPAHCIOPTA
TJIIOKO3BI M TaJakTO3bl  4Yepe3  KIETOYHyI0 MeMOpaHy B TelarolMTax,  SIUTEIHH
KHUIIEYHUKA M TIOYEYHBIX KaHAJIbLIEB, UTO IPUBOAUT K HAKOIUIEHHUIO TJIMKOT€HA B KJIETKAX.

I'niukorenoBas 60s1e3Hb, THI O

3aboneBanne oOycrnoBieHo MyTanusMud B TreHax GYS2 m GYS2, koaupyrommx MEYeHOYHYIO |
MBIILIEYHYIO TJIMKOT€HCHHTa3y. I'eH kaptupoBaH Ha 12pl2.1 — g nmedeHo4yHOM (GOpPMBI, U Ha
19913.33 — nns mbimeyHoi. HelmocTaTo4HOCTh TIIMKOTEHCHMHTA3bl MPUBOIAUT K HEBO3MOKHOCTH
CHUHTE3a INIMKOT'€HA, U COOTBETCTBEHHO, K BHIPAKEHHOMY CHUKEHMIO €r0 COACPKAaHMsI B IIEUEHU WIH
MBIIIIAX.

BoJie3nb HaKkoMJIeHNs TIMKOTeHa B cep/ille, BPOKAeHHAs, JeTalbHas
3aboneBanue o0ycnoBieHo Mmyrauusimu rena PRKAG2, koaupytoriero y2-cyObeTuHUILY
5’aneHo3uHMOHOpOC(haT-aKTUBUPYEMON IPOTEUHKHUHA3bI. [ 'eH kapTupoBaH Ha 7036.1.
HenocraTounocts (hepMeHTa MPUBOIUT K HAPYILIEHUIO PEryisiiiuu afeHo3uHTpudochara (ATD),

HapyICHHUIO MeTa00I1M3Ma IITFOKO36I U KHUPHBIX KUCJIOT, OTJIOKCHUIO I'NTIMKOTCHA B KapJUOMUOIUTAX.


https://wikipedia.tel/3-%D1%84%D0%BE%D1%81%D1%84%D0%BE%D0%B3%D0%BB%D0%B8%D1%86%D0%B5%D1%80%D0%B0%D1%82
https://wikipedia.tel/2-%D1%84%D0%BE%D1%81%D1%84%D0%BE%D0%B3%D0%BB%D0%B8%D1%86%D0%B5%D1%80%D0%B0%D1%82
https://ru.wikipedia.org/wiki/%D0%93%D0%BB%D1%8E%D0%BA%D0%BE%D0%B7%D0%B0
https://ru.wikipedia.org/wiki/%D0%9A%D0%BB%D0%B5%D1%82%D0%BE%D1%87%D0%BD%D0%B0%D1%8F_%D0%BC%D0%B5%D0%BC%D0%B1%D1%80%D0%B0%D0%BD%D0%B0

1.3 DnuaemMuoJsiorusi 3a00JeBaHHs WJIHM  cOCTOsIHMS (rpynnbl  3200J1eBaHMii  HJIU

COCTOSIHMI)

YacroTra BCTpeuaeMOCTH TJIMKOTEHOBBIX 0ojie3Her coctapiser oT 1 Ha 20 000 mo 1 wa 40 000

HOBOpOXIeHHBIX [56]. Hanboee yacto BcTpedaroTcs riimkoreHoBas 6osesub, tu |, Tam I, tun VI
u tun X,

I'b la Tuna BcTpeuaercs npumMepHo y 80% mnanueHToB cpean Bcex 6onbHbIX ['B I Trma [18].
Yactora Bctpewaemoctr I'b la Tuna B o6mieit momysmsiiuu cocrasiser 1:100 000-300 000, cpenm
eBpeeB amkenasu -1:20 000 [2]. I'B Ib tuma BcTpeuwaercs mpumepHo y 20% nDanuMeHTOB Bcex
oonpHbIX ['B | THIA [2].

I'b Il Tuna Berpewaercst y 24% ot Bcex nmanueHtoB ¢ I'b. HactoTta manHoro 3aboseBaHus B
EBpornie cocrabisier 1:83 000 >xuBbIX HOBOpOXkAeHHBIX, 1:5400 - B Uspawuie, Ha Dapoickux
octpoBax (Cesepnast Atnantuka) 1:3600 HOBOpPOXKIEHHBIX OMHCAHBI, YTO CBSI3aHO C d(h(deKTom
ocHoBatest [19].

I'mukxorenoBas 6ose3ns, Tun VI Bctpeuaercs ¢ yactoroit 1:100 000 HOBOPOKIEHHBIX.

I'b, Tun IX mpakruueckun B 25% ciyuyaeB 0O0ycCllOBJIEHAa HEIOCTAaTOYHOCTHIO ayb(ha-2

cyObequHULBI KUHA3bl  (pochopunassl, coorBercTBeHHO I'b, Tum |Xa sBusercs Hambomee

pacrpoctpaneHHoi cpeau I'b  tuma [16, 21].

1.4 Oco0eHHOCTH KOAHNPOBAHMS 3200J1eBAHUS WJIN COCTOSHHUSA (rpynnbl 3a00J1eBAHUN WJIH

COCTOSIHUI) 10 MeXAYHAPOIHON CTATHCTHYECKON KJaccubukanuu 00Je3Hed W mpoodJieM,

CBA3AHHBIX CO 310POBHEM

E74.0 — bone3Hu HaKOIJIEHUS TIIMKOTEHA.

1.5 Kuaaccudukaummsa 3a00JeBaHUd HWJIH COCTOAHUA (rpynnbl  3200J0€BAHMI WU

COCTOSIHMI)

B nacrosimee Bpemsi NpUHATO MCIOB30BaTh Kiaccuukaiuio, npemioxennyo x. Kopu B
1954 r. ¥ TMOCTPOEHHYIO N0 XPOHOJIOTHYECKOMY IpuHUMIY: Tumbl I'b, 0003HauatoTCs PUMCKUMU
nuppaMu M pacroyiaratloTcsi B MOPSIKE OTKPBITHUS CHHJIPOMOB U COOTBETCTBYIOUIMX (DEPMEHTHBIX
nedexroB. IlpuBogumast pabGouas knaccudukanus ['b yuuTeiBaeT Tumbel 3a0oneBaHus, (HEpPMEHT,
HEJO0CTaTOYHOCTh KOTOPOTO MpHBENa K Pa3BUTHIO KIMHUYECKOW KApTUHBI, Ba)KHEHIIME KIMHUKO-
nabopaTopHbIe XapaKTePUCTUKU, OCOOCHHOCTH T€UeHMsI U MpOorHosa »tor naroioruu (Ilpunoxenue

r1).



1.6 Knunnueckass kapTuga 3a00J1eBaHus WJIN COCTOSAHUSA (rpynnbl 3a00JeBaHNN WU

COCTOSIHMI)

I'nmuxorenosas 00J1e3Hb, THII 1A,

Bospact Hauana 60ne3H1 — HEOHATAIBHBIN TIeproI, Jamie 1-it rox xu3nu (B 3—4 mec).

OcCHOBHBIE KJIMHAYECKHE TPOSBICHUS 3a00JIeBaHUS. 33J€pKKa (DU3UYECKOTO Ppa3BUTHS,
«KYKOJIbHOE» JIUI0, OONBIION, BBICTYNAIOIIMNA KHUBOT, renaromeranus, aud@ysHas MbllIeyHas
TMIIOTOHUSI, KCAHTOMBI Ha KOXe.

B GonpmmHCTBE ciiyuaeB 3aboseBaHre MaHU(ECTUPYET OCTPO: AMU30/bI CIabOCTH, BSJIOCTH,
BIUIOTh JIO KOMBI, OOYCJOBJCHHBIC THIIOTJIIMKEMUEH W JAKTaTaluZo30M. Y YacTH MAIEHTOB
pa3BUBaETCA CyJOPOXKHBINA CUHAPOM, 00YCIOBIECHHBIH TMITOTIIMKEMHUEH.

Co croponbl JKKT BbisBiIsIeTCSl remaromeraiusi, HapyuieHne (yHKIHMH IEYeHH, Me4YeHOYHas
HE/IOCTaTOYHOCTh. —MOJXET pa3BHBATHCS aJCHOMATO3 I€YCHH, HUMEIOIIUN CKIOHHOCTh K
3JI0KAYECTBEHHOMY IEpPEpOXKACHUI0 (remaToMa, renaTouesUIIospHas KapuuHoMma). lledeHouHnble
aJIecHOMBI OTHOCSTCS K XOpoIo u3BecTHbIM ociiokHeHusM I'b 1 tuna. [losiBienue ajgeHOMBbl eyeHH
npu I'b Bo3MOkHO B 11000M BO3pacTe, 0IHaKO OOBIYHO OHM O0Pa3yIOTCs MEX/Y BTOPBIM M TPEThUM
JECSITUIIETUEM KHU3HU € 4acToToi oT 16 1o 75%, koTopas He 3aBUCUT OT 1oJa nauueHTos. Ha ¢one
THIIEPIIUIHIEMUH MOKET C(hOPMUPOBATHCS XPOHHYECKHI MAHKPEATHT.

[lopaxxenne mnoyek BKIOYaeT B ceds (OKAIBHO-CErMEHTApHBIH  IJIOMEpYJIOCKIEpPO3,
COIIPOBOKIAIOIIUI NPOTEUHYPHUEH M CHIKEHHMEM IOYEYHbIX (YHKUUH, HEPpPOKAIbLUHO3,
aMuionn03, cuHApoM DaHKOHM, AWCTANBHBIA IMOYEYHO-TYOYISIPHBIH ammao3 C HCXOJIOM B
XPOHUYECKYIO0 TIOYEYHYI0 HEIOCTaTOYHOCTh, TPEOYIOUIYI0 TEeMOIWAIN3a W/WIN TpaHCIIAHTAIH
nouek [23,24]. B moct myOepraTHBIil MepUOA Ha TMEPBBI IUIaH BBICTYNAET THIIEPYPUKEMHS C €
KJIMHUYECKUMH OCIIOKHEeHUsAMHE [38-39].

Taxke XapakTepHbl HOCOBBIE KPOBOTEYEHHS, OCTEONECHHS, OCTEONOpO3, CKIOHHOCTH K
nepenoMam, THITOTOHATH3M.

Y HEKOTOpBIX MAIMeHTOB pa3BUBACTCs JIETOYHAs TUIEPTEH3Us, IPOrpeccHpyrouas B
XPOHHUYECKYIO CEpACUHYIO HEIOCTaTOYHOCTh M MPUBOAAIIAS K CMEPTH B FOHOIIIECKOM BO3pacTe.

[lopaskeHre  TOJOBHOTO  MO3ra, BO3HHKAeT  BCJIEICTBHE  IMOBTOPHBIX  TSDKEIBIX
THITOTJIMKEMUYECKUX aTakK, HepelIKO BhisiBIsieTcs y mauenTos ¢ ['b | tuna [27].

[Topaxxenne wmpimy npu I'b la Tunma mnporekaer ¢ ¢GopMUpoOBaHMEM MHOMNATHYECKOTO
CHHJIpOMa W HapymeHHeM (QYyHKUMH MbII. CHMOTOMBI OOJIE3HM XapaKTEpU3YIOTCS HaTU4HueM
BBIPQ)KEHHOW MBIIIEYHON TUTIOTOHWUHU C TIOCIEIYIONMM HapacTaHWeM cIaboCTH M aTpO(PHUH MBIIII
MPOKCHMAJIbHBIX OT/EJIOB PYK U HOT (aMHOTpoduueckuii cumnroMokoMiuiekc) [28].

[Tpu 1abopaTopHOM HCCIIEIOBAHUN BBISBIISIOTCS TMIIOTIIMKEMHUS, JIJAKTaTallUA03, OBBILIICHUE

ACT, AJIT, runepypukemusi, THOEPIUIHIEMUs (3HAYUTEIFHOE MTOBBIIICHHE YPOBHS TPUTIHIIEPUIOB,



YMEpPEHHOE TOBBIINICHHE YPOBHSA (HOCHONHMIUAOB, JIUMONPOTEHHOB, XonecTepuna, JITTHII, Huzkwmii

yposens JITIBII).

I'iinkorenosasi 6os1e3Hb, THII I1D.

Bospact Hayana 3a00s1eBaHUS — HEOHATAIBHBIN IEPUOJ U IIEPBBINA IO KU3HU

OcHOBHBIE KJIMHUYECKHE NPOSBICHUS 3a00JIeBaHUS; 3alepKKa (QU3UUYECKOTO pPa3BUTHA,
«KYKOJIbHOE» JIMIIO, OOJBIIOH, BBICTYMAIONIMA KHUBOT, (YPYHKYJE3bl, IepUOpaIbHBIE H
IepuaHalibHble U3bsA3BICHMS. B O0ibIIMHCTBE ciydyaeB 3a00JIeBaHUE HAUMHAETCS OCTPO, C SIU30/10B
c1ab0CTH, BSJIOCTH, HAapyLIEHWs CO3HAHMA, BIUIOTb JO KOMBI B CBA3M C TUIOIJIMKEMUEH WU
BBIPQKECHHBIM JIAKTaTallM030M, YTO CBSI3aHO C YBEJIMYEHHEM HHTEpBaJIa MEXAY KOPMIICHUSMHU.
[lopakxeHue MeYeHU BKIIOYACT B CE€0Sl remaToOMeralivio, HapylieHue (pyHKIUHM MEYeHH, BIUIOTH 10
pasBUTHA LUpPpO3a, AJCHOMATO3 II€YEHH, UMEIOIUN CKIOHHOCTh K  3JI0KAYECTBEHHOMY
NepepoXkJIeHHI0 (renaTtoma, renaToLEIUIIoNIApHAas KapLUUHOMa). Y MAIMEeHTOB YacTO pPa3BUBAOTCS
MIAaHKPEaTUTBHI.

Jns 3a0oneBaHusl XapakTepHBI TSDKENbIE pElUIUBUpYIOMINE HH(PEKIHH, (ypyHKYIE3Hl,
CTOMAaTUThl, THHTUBUTBI, OTUTHI, BOCHAJIUTEIbHbIE 3a00JI€BaHUS KHUIIEYHHKA, YTO CBSI3aHO C
HAJINYMEM HEUTPONICHUU U TUCPYHKIIUU HEUTPOPUIIOB.

[lopakeHne mOYEK BKIOYaeT B ce0s TPOTEHHYPHIO, THUIEPYPUKEMUIO, (HOKAIbHO-
CErMEHTapHbIN ITIOMEPYIOCKIEPO3, HEPPOKAIBIMHO3, aMHIION103, CUHJIpOM (DaHKOHU, TUCTAIbHBIN
MOYEUHO-TYOYIISPHBINA alli103 C UCXO/I0M B XPOHMUYECKYIO IOYEUHYIO HE0CTATOUHOCTD,

B nmaHHOW Tpynne ManMeHTOB MOBBIIEHA YacTOTa BCTPEYAEMOCTH AYTOMMMYHHBIX
MOPaXCHU I IUTOBUIHOM KeJe3bl U TunoTHpeo3a. [29-32].

[Ipu  nabopaTopHOM  HCCIEAOBAHWU  BBISIBJIAIOTCS ~ HEWTPOIEHUS,  TUIOTIMKEMHUS,
naktaranuno3, mnosbimeHne ACT, AJIT, runepypukemus, TUNEpPIUNHUIEMHs (3HAUYUTEIbHOE
MOBBIIIEHUE  YPOBHSA  TPUIVIMLEPUAOB, YMEPEHHOE TMOBBIIEHHE YpPOBHSI  (HochOIUINIO0B,
JUIONPOTENHOB, Xonectepuna, JIITHIL, auzkuii yposens JIIIBII).

I'nukorenoBas 00J1e3Hb, TN |11,

Bospact Hauana 3a601eBaHus - MEPBBII O] )KU3HU.

OcCHOBHBIE KIMHMYECKHE MPOSBICHUs 3a00JieBaHUS - 3a/ep’KKa (U3NYECKOrO Pa3BUTHUSA, Y
HEKOTOPBIX MallMEHTOB - TUIIOIUIA3Hs CpEeIHEH TpeTH JnIa, IITyOOKOMOCaXXeHHbIE IJ1a3a, 3amaBliee
MepPEeHOChe, NIMPOKUN KOHYHMK HOCA, AYyrooOpa3Hblil poT, TOHKas BepXHss ryda. IlopakeHue neueHu
BKJIIOYAaeT B ce0s remaroMerainio, HapyumeHue (yHKUUU nedeHu, ¢puodpo3 meyeHn. Co CTOPOHBI
CEpAEYHO-COCYIUCTOM CHCTEMBI - KapauoMmeranus, kapauomuonarus, Ha OKI' - mnpusHaku

TUIEPTPO(UU JIEBOTO KEITYTOUKA.



Co CTOpOHBI MBIIIEYHOM CHCTEMbl y TMAllMEHTOB BbIABIsAETCS AUGQy3HAs MblIeyHas
THIIOTOHUS, MbIeyHas ciaabocte, muomnarus. C BO3pacToOM MbIIIEYHAs Cia0OCTh HapacTaer,
pa3BUBAETCA THIOTPO(PHS MBI JUCTAIBHBIX OTIEIOB KOHEYHOCTEH, BO3ZHHKACT OTPaHUYCHUE
MOJIBM>KHOCTH [T03BOHOYHUKA.

Y YacTM TMAalMEeHTOB BCTPEYAIOTCS XPOHUYECKHE OTHUTBI, CHHYCHTBI, OCTEOIOpPO3,
runoronagusM. Hekotopsie 6oibHble ¢ I'b |ll momagator B rpynmy BBICOKOIO pHUCKa pa3BUTHUS
0CTEO0NO0pPO3a, YTO, B CBOIO OYEPEb, MOXKET SBIIATHCS CIEICTBUEM JIAKTATALM03a U TMIIOTOHAU3MA.
[Mopaskenue mouek mpu I'b 111 Tuma nposBisieTcs peHalbHbIM TyOyaspHbIM arumo3om [10, 11, 33].

[Tpu mabopaTOPHOM HCCIIETOBAaHUH BBISABIISIOTCS TUIIOTIIMKEMUS, Y YaCTH JIETeH - yMEpEHHbIN
nakratanunos3, nosbiueHue ACT, AJIT, runepaunuaeMus (TOBBIIIEHUE YPOBHS TPUIIMLIEPHIOB,
xoinecrepuna)., yeennuenue KOK u KOK-MB B kposwu.

VY 15 % manueHToB BBISIBISIETCS U30JIMPOBAHHOE OPAXKEHUE NIEUYCHHU.

I'nukorenoBast 00J1e3Hb, THI | V.

Paznmuuator 6 knmHMYecKHX (OpPM AHHOTO 3a00JIEBaHUS: KJIACCHYECKas TEYCHOYHas, He
nporpeccupylomnias TmedeHO4YHas, (aranbHas IepUHATAIbHAS, BPOXKIEHHAs HEPBHO-MBIIICYHAS,
JIeTCKasi HEPBHO-MBbIIIICUHAsI, B3POCIIasi HEPBHO-MBIIICYHAS ¢ H30JIMPOBaHHOM Muonarueii [20, 34].

Knaccuueckas neuénounas ¢opma I'b IV xapakrtepusyercs remnatomeranueid, BOZHUKAIOMIEH
B Bo3pacte 12-18 MmecsneB, mioxoil mpuOaBKoil Beca, OBICTPO MPOrPECCHPYIOUINM MOpPaKEHUEM
[IEYEeHU BIUIOTH JO pa3BUTHUS Luppo3a. [ledeHoUHass HENOCTATOYHOCTh pa3BUBAETCS B Bo3pacTte 3-5
JIeT ¥ IPUBOJUT K THOEIN NalueHTa.

VY OonbHBIX HE Mporpeccupyromeid ne4eHouyHoH (OpMON BBIABISETCS TIelaToOMEraus,
rernaToCIIEHOMETalusl U HE3HAUUTEIbHOE MOBBIIICHHE MEYEHOYHBIX TpaHCaMUHA3 TpaHCAMHUHA3 B
KpPOBH, KOTOpPast C BO3PACTOM MOXET BEPHYTHCS K HOPMAJIbHBIM 3HAUECHUSM.

[TepunaransHo#t (paranbhoif) popmoii I'b IV: anTeHaTanbHO BBIABISAETCS BOASHKA IUIOAA U
000J104YeK IMJIOJHOIO IMy3bIpsi, HAOIIOAeTCsl CHU)KEHHE JABUraTeIbHOM aKTHBHOCTHU IJIOJA, B YacTH
Clly4aeB y Marepeil OIMCaHbl KUCTO3HbIE TMIPOMBI B IIelike MaTku. (OCHOBHbIE KIMHHUYECKHE
MIPOSIBJICHUS 3a00JIEBAHMSI - apTPOTpUIO3, MU Py3Hass MbIlIEYHAsI TUTIOTOHUS, MBIIIIEYHAs CIA0O0CTh,
runopediaekcus, KapAUOMHONATHs, YTrHETEHUE JbIXaHUS, YMEPEHHOE IMOpaKEHUE IEeUeHH.
JletanbHbIM UCX0J] B HEOHATAILHOM NEPHOJE Ha (OHE TSHKEIOro MOPAKEHUS CEpJIeUHO-COCYIUCTOH,
JIBIXaTEeNIbHOM CHCTEM U NMPOTPECCUPYIONIEr0 OPAKEHUSI MBIIIIII.

BpoxxnenHas u JeTckas HEpBHO-MbILIEYHbIE (QOpPMBI 3a00JIEBaHUS XapaKTEPU3YIOTCS
nporpeccupytomeii Muonarueii u kapauomumonaruein [35]. IlepBeie mpusHaku 3a0ojeBaHUS —
HEMEepeHOCUMOCTh (PU3MYECKHX Harpy3oK, OJBIIIKAa NpH (Hu3HMUecKux Harpyszkax. C Bo3pacToMm

3a00J1€BaHUs HEYKJIOHHO MPOTPECCUPYET, Pa3BUBACTCS MBIIIEYHAs Cab0CTh. B TskenbIx ciydasx -



U 3acToiiHas cepJeuHas HeAOCTaTOYHOCTh. [Ipu 1abopaTOpHBIX HCCIEIOBAaHUSAX BBISBISETCS
noBbIenne KOK.

B3pocnas ¢opma manHoro 3a0o0sieBaHMs MPEACTABIAECT COOOW HM30JIMPOBAHHYIO MHOMIATHUIO
WJIY TIOJIMTITFOKO3aHOBYIO Oosie3Hb (6ome3ns Jladopa).

I'nukorenoBasi 00J1e3Hb, THII V.

3a0osieBaHrEe BO3HUKAET Ha 1-2 necatuineTun ku3HU. OCHOBHBIE KIIMHUYECKUE MPOSBICHUS
3a00JIeBaHUs - HEMIEPEHOCHUMOCTh (PU3MUYECKUX HArPY30K, MBIIIEYHAS CIA00CTh, OOJM B MBIIIIAX,
cynoporu mocie (QU3NYECKUX Harpy3ok, padaomuonus. Ilpu maboparopHoMm wHccienoBaHUU -
yBenudeHus: ypoBHa KOK kpoBu, mpu Qusznueckoil HarpysKke -yBEJIMYCHHE JIAKTaTa, MOYEBOU
KHCIIOTHI KPOBH, MUOTJIOOMHYPHSL.

I'nukorenoBas 60s1e3Hb, THI V|

Bospact Hayana 3a0oneBaHus - EPBbIE TOJIbI )KU3HH.

OcHOBHbBIE KJIIMHUYECKOE MPOSBICHHS 3a00JieBaHUs - 3aJepkKKa pocTa B JETCKOM BO3pacTe,
remaToMeranusi, HapyuieHne (yHkuuu nedeHd. [Ipu maboparopHOM HCCIEIOBaHUU - yYMEpEHHas
TUTOTIIMKeMHusI, runepaunuaemus.  OObIYHO 3a00JIeBaHHE MPOTEKACT JTOOPOKAYECTBEHHO, C
JOCTUKEHUEM CTOMKOM PEMUCCHH CUMIITOMOB IO Mepe pocTa pedeHka. [Ipu HeKOTOphIX MyTarusx
COXpaHSIETCAd OCTAaTOYHAs AKTUBHOCTh ()epMEHTa, M y TaKUX MAlHUEHTOB OOJE3Hb MPOTEKAET C

MUHHMAaJIbHON KIMHUYECKOH cuMnTomMaTukoi [36].

I'mukorenoBasi 60J1e3Hb, THI | XA

3aboneBaHre BO3HUKAET B TIEPBBIE TOIbI )KU3HHU.

OCHOBHBIE KIIMHUYECKHUE MPOSBICHUs 3a00JIEBaHMS - 3aJlep’KKa pocTa B JIETCKOM BO3pacTe,
3a/IepKKa MOTOPHOTO Pa3BUTHS, FemaToMeranus, Hapymenue ¢GyHkuuu nedeHu. [Ipu mabopaTopHom
o0CJIeIOBaHNH BBISBISIOT YMEPEHHYIO THIOTIMKEMHIO, HEOOJBIIOE TMOBBIIIEHHE MEYEHOYHBIX
TpaHCaMHHa3, XOJEeCTepHHA, TPUTIUIepu0B. TeueHune 3aboneBanue OmaromnpustHoe. C BO3pacToM
KIIMHUYECKHUE TPU3HAKA U OMOXMMHUYECKUE TTOKA3aTeNN MOCTENEHHO HOPMATU3YIOTCS.

I'iukorenoBasi 0oJie3Hb, Tun 1 Xb

Bo3spacT Hayana 3a0oeBaHus - TepBbIE TOJbI KU3HU. OCHOBHBIE KIIMHUYECKUE MPOSIBICHUS
3a005IeBaHUs - HU3KHI pPOCT, TemaroMeranus, HapylieHne (QyHKIUW TedeHu, auapes, nuddysHas
MBIIIICYHAsT THUIIOTOHWS B COYETAHWHM C JIETKOM MbImIeuyHoN crabocteio. [lpu maGoparopHOM
uccienopanuu BoisaBisiercs ysennuenue ACT, AJIT, nHoraa - THOrIuKeMus.

I'nukorenoBasi 60J1e3Hb, THI | Xc

Bo3spacT Hauana 3a0osieBaHue - TIEPBbIE TOJIbI )KU3HH.

OCHOBHBIE KIIMHUYECKUE MPOSBIICHUS 3a00JIEBaHUS - 3aJ7lep’KKa pOoCcTa B JIETCKOM BO3pacTe,

renaromeranusi, (puOpo3 Ne4eHu, B psie ClydaeB - ILUPpPO3 IE4YeHH, Hponudeparnus >KETUHBIX



MIPOTOKOB, CIUICHOMEraius, Mbimeunas runotonus [36, 37]. IIpu maGoparopHoM 0OCIIEIOBAHHH
BBISIBJISICTCSI TUTIOTIIMKEMUs (TOJIO[), JTAKTATaIlNI03, YBEINYCHHE MEYCHOUYHBIX TPAaHCAMUHA3 KPOBH,
TUTEPTPUTIIHIICPUICMHUS, TTOBBIIICHUE YPOBHS KETOHOBBIX TEJ IPH T'OJIOTAHUU.

I'iinkorenosasi 60.1e30b, THI | Xd

3abosieBaHre BO3HUKaeT Ha 1-2 necatuietuu >ku3HU. OCHOBHBIC KIIMHUYECKHE MPOSBICHUS
3a00JIeBaHUs - HEMEPEHOCHUMOCTh (DPM3WYECKHX HArpy30K, MBIIIEYHAs CIa0O0CTh, aTpO(UU MBIIII]
KOHEYHOCTEH, 00N B MBIIIIAX NpU (PU3NYECKUX HATPy3KaxX, MEPEHANPSHKCHUE MBI, BI3BAHHOE
¢busznueckumu Harpyskamu. I[lpu nabGopaTopHOM uccienoBaHUM BbiBisgeTcs yBennueHne KOK
KpOBH, MUOTJIOONHYpHS (TI0CTIe (PU3NIECKUX HATPY30K)

I'nukorenoBas 60J1e3Hb, THI X

3aboneBanne MaHH(ECTHPYEeT B JETCKOM WM TOAPOCTKOBOM Bo3pacte. (OCHOBHBIC
KIIMHUYECKHE TPOSBICHUS 3a00JeBaHUS - HEMEPEeHOCHMMOCTh (DM3MUECKUX HArpy3ok, Ooiud B
MBIIIAX, MBbIIIEYHas CclabocTh, pPa0AOMHUONN3, Y YacTH NAIMEHTOB pPa3BUBAETCS IOYCUHAS
HEJ0CTaTOYHOCTh. KIIMHUYecKas CUMITOMATHKA MpoBomHpyeTcs (pu3mveckumu Harpyskamu. [lpu

nabopaTopHOM HccineoBanuy - yBennueHne KOK kpoBu, MHOTTOOMHYpHS, TUTMEHTYPHSI.

I'nukorenoBasi 60J1e3Hb, THII X|
3aboneBanne MaHU(ECTHPYET B IETCKOM BO3PACTE, TPOBOLUPYETCS (PU3MUECKON HATPY3KOH.
OcCHOBHBIC KIIMHUYECKHE TMPOSBICHUS 3a00JeBaHUS - HEMEPEHOCHMOCTh (PH3MUECKUX
Harpy3ok, 0OJM M cra3Mbl B MBIIIIAX, MbIIIEYHAs PUTHAHOCTh, PaOJAOMHOIM3, 3PUTEMATO3HOE
MOpakKeHUE KOXH, MHOIZA - MOpPaKEHUE MOYeK, MoyeyHas HeJocTaTo4yHocTh. [lpu maboparopHom
uccinenoBanuu - ypenuuenne KOK kpoBu, yBenuuenue gakrata U nupyBaTa KpOBH, MUOTIIOOMHYPHSI.
Cunapom dankonu-buxens
3aboneBaHne MaHU(eCTUPYET B MepBbIe TO/1bI )KU3HU. OCHOBHbIE KIIMHUUECKUE MPOSBICHUS
3a00JeBaHus: 3aJiepKKa (PU3MUECKOTo Pa3BUTHS, HU3KUH poCT, OOJIBIION, BEICTYNAIOLINHA XKHUBOT,
OTCYTCTBHME PaXUTUUYECKUE U3MEHEHUS] KOHEUHOCTEN, XapaKTepHbIe 1715 TUIIopochaTeMUyecKoro
paxura, 0CTeoNnopo3, HEPEAKO MEePEIOMbl TPYOUaThIX KOCTEH, 3a/iepKKa Mpope3bIBaHus 3y00B,
OTCTaBaHUE TOJOBOTO Pa3BUTHSI MHOT/A - 3aJIepyKKa TICUXOMOTOPHOTO0 pa3BuTH. [l 3a0osieBaHus
XapaKTepHO MOpakeHHUe MMoYeK, BKIoYaroliee B ce0st HepoMeranuto, TuchyHKINIO
MIPOKCUMAaJIbHBIX KaHanblieB, TyOynonatuto. Co cropons! XKKT - moxas npubaBka B Bece,
renaToMeranus, HapylieHne QyHKIIUU eYeHH, MaTbaOCcopOIIns.
Jlnst 3a6051€BaHuUs XapaKTepHa NepUOIUUECcKast JINXOPaIKa.
ITpu 1abopaTopHOM MCCIIETOBAHUH BBISBIISETCS THIIOTTTUKEMUS HATOUIAK, TUITOKAINEMHUS,
runodocdaremusi, THIOYPUKEMHUS, YBEIMUEHHUE 1IeI0YHON (hocdaTasbl B KpOBU, THIIEPKATBLIMYPHS,

TIIIOKO3YpHsl, MPOTEUHYpUs, TunepdochaTypusi, THIEPaMUHOALUTYPHUSI, KETOHYPHUSL.



I'makorenoBas 60Jie3Hb, THH ().

Bospacr Hauana 3a601eBaHus - B IEpUO] HOBOPOXKACHHOCTH MJIM HA TIEPBOM T'OJY JKU3HH.
Paznuuarot n1Be KianHUYecKne (opMbl 3200JI€BaHUS - IEUEHOYHYIO U MBIILICYHYIO.

OCHOBHBIE KJIMHUYECKHE IPOSIBICHUS TJIMKOI€HOBON O0se3HH, Tull 0 neuéHouHOoN GopMBl -
BAJIOCTh, CJ1A00CTh, 0JIEAHOCTh KOKHBIX IIOKPOBOB, TOIIHOTA, PBOTA, THIIOTIMKEMUYECKHE CY10OPOTH,
TUIOINIMKEMMsI HATOUIAK, I'MIIEPKETOHEMMsI, TMIIEPIIMKEMUEN M JIAKTaTalUA030M II0Cie IMpuema
nuuy. KnuHuueckas cMMIITOMAaTHKA KYIUPYETCsl IPUEMOM MULM. Ba)kHO OTMETUTH, YTO, HECMOTPS
Ha HU3KHME I0Ka3aTeNM TIMKeMHHM, Y OOJbIIMHCTBA JeTell He pa3BuBaercsa nopaxenue LIHC u He
IIPOUCXOUT HAPYIIEHUS! PYHKIUU ITEYEHH.

OcCHOBHBIE KIMHUYECKHE NpOsBIEHUS MblmedHol ¢opmbl I'b 0 Tuma BkimowaroT B ceds
rUNepTpoPUUYECKyI0 KapAMOMHUOIATUIO, YBEJIMYEHHUE JIEBOIO IMpeJIceplaus, HapylleHHEe pUTMa
cepAla, BIUIOTh JO CHHIpPOMA BHE3aITHOW CMEPTH, ObICTpasl yTOMIIIEMOCTb, MbIIIEYHAsi cIaboCTh.
HENEepeHOCUMOCTb (PU3MUECKUX HArpy30K, MHOTJA - CYI0POKHBIA CUHIIPOM.

BoJie3nb HakoMJIeHNs IIIHKOTeHa B cep/ille, BPOKAeHHAas, JeTaabHAas

3abosieBaHre MaHUPECTHPYET BHYTPHYTPOOHO. Y IJI0/Ia OTMEYAETCs OpaTuKapaus.

OcCHOBHBIE KJIMHUYECKHE IPOSIBICHUS 3a00JIeBaHUs: IPyOOBaThIe YEPThI JIULA, MAKPOTJIOCCHSL.
Co  CTOpPOHBI  CEpAEYHO-COCYIUCTOM  CHUCTeMBl -  KapauoMeranusi, runeprpoduyeckas
Kapauomuonatusi (OMBEHTPUKYJSpHAs TUNEPTpousi), 3acCTOWHAS CepAeYHas HEeIOCTaTOYHOCTH,
TSDKENbIE HapyLIeHHE pUTMa CepAlla, CUHIPOM YyKopoueHHoro PR, cHukeHue apTepuanbHOro
JaBlieHus. Y MaIMEeHTOB Tak)Ke HaONIOMAIOTCS OTEK JIETKUX, aCIUT, PEHOMETalusl, THIOTJINKEMHUS.
JleTanpHBIN NCXOJ] B HEOHATAJILHOM IIEPHO/IE.

Paznmuuator nBe Oosiee OnarompusaTHblE KIMHUYECKHE (GOpMbI 3a00JI€BaHUS, TaKXKe
oOycnosieHHble MyTtauusiMu B reHe PRKAG2: runeprpoduueckas kapauoMuonatrusi, Tun 6 u

cuipoMm Bonbda-Ilapkuncona -Baiira.

2. ImarnocTuka 3a001eBaHUs WM COCTOSIHMSA (TPYINIbI 3200/ 1eBaHUI HJIH
COCTOSIHUI), MEIMIIMHCKHE IOKA3AHUA M NPOTHBONOKA3aHUSA K IPUMEHEHHIO

METO/10B JHATHOCTHKH

2.1 Kano0bl 1 aHaAMHe3

[Tpu cbope aHaMHe3€e peKOMEHI0BAHO OOPAaTUTh BHUMAaHHE Ha KaJl0ObI:

[Ipu HeoHaTaJBHBIX (popMaX, NIPOTEKAIOIIUX C MYJIbTHCHCTEMHBIM NOPAKEHHEM



O BSJIOCTb,
o OIeIHOCTh KOXKHBIX TIOKPOBOB, ITAHO3
O BAJIOE COCAHUE, OTKA3 OT €J1bl
O MbllIeYHas c1adoCTh
O OJIbIIIKA, HAPYIICHUS JbIXaHUS
O OTEKH
O B YaCTH CIIy4aeB - apTPOrPUIIO3
O pEe3KOe YXYXKIIEHHUE COCTOSTHUS peOeHKa, BIUIOTh 10 KOMbI
[Ipu kaaccnuecknx popmax I'b ¢ BozpacTom Hayasga Ha IEPOBOM- BTOPOM IOy KU3HU
O ¢nadoCTh;
O TIOBBIIIEHHYIO YTOMJISIEMOCTb;
o0 0JIeMHOCTh KOXKHBIX IOKPOBOB;
O TOBBIIIEHHYIO MOTIUBOCTH;
O 3amax «aleTroHa 30 pPTay;
O TpPEMOpP KOHEYHOCTEW;
O TMOBBILIEHHOE YYBCTBO I'0JIO/IA;
O 1UIa4y 6e3 MPUYHNHBI, MOBBIIIEHHAS Pa3APAKUTEILHOCTh HATOILIAK;

O TPYIHOCTH NPH NMPOOYKIeHIH (0COOEHHO TOCIIe HOYHOTO CHA);

O 3IU304bI CyAdOopor Hpu M3MCHCHHU PCKHMa IMUTAHUA (YBGJII/I‘-IGHI/II/I HHTCpBAJIa

KOPMJICHUSIMH);
O YBEIMYEHHUE B pa3Mepax KUBOTA;
O HOCOBBIE KPOBOTEUCHUS,
O 3a7epKKa PU3MUECKOr0 pPa3BUTHUS
O TremaroMeraiaus

O 3aJICpiKKa I10JIOBOI'O Pa3sBUTUA

MEXKIY

IIpu ¢opmax 3a0os1eBaHNsl, NPOTEKAIIMX € MPEUMYLIECTBEHHbIM MOPa’KeHHEM IeYeHU ¢

B0O3PacTOM HayaJia 3a00/IeBaHUs B 1€TCKOM Bo3pacre
O 3aJepKKa pocTa
O  BBICTYJIAIOLIUH )KUBOT
O TIeMITaTOMErajus
O DBMIH30.bI CIIA00CTH, BSITIOCTH
ITpu I'b, mpoTekaromux ¢ TSKEJIbIM MopakeHHeM mouek (cunapoM PankoHU-bukerns)
O PpPaxHUTONOAOOHbIE N3MEHEHMS CKeleTa
O HM3KHH pOCT

O 3aJeprKKa Mpope3bIBaHUs 3yOOB



©)

(@]

4acCThIC IICPEIIOMBI

3aCPIKKaA IMOJIOBOT'0 pa3BUTHA

IIpu I' b, npoTrexaIMX ¢ MOpasKeHueM MBILIEYHOH CHCTeMbl

©)

©)

MBIIIeYHAas! cIa00JICTh

HETNIEPEHOCUMOCTh (PH3MUYECKUX HArpy30K

00JIM B MBIIIIIAX

MOJICPTUBAHUSI MBIIIIII, YKECTKOCTh MBIIII] B OTBET Ha (PU3NUECKHE HATPY3KH
muddy3Has MbIIIeyHAs TUITOTHHS

TEMHBIH IIBET MOYH, 0COOCHHO NPpU (PU3NIECKUX HArpy3Kax

aTpodus MBI KOHEYHOCTEH

2.2 ®u3ukajIbHOe 00CaAeT0BAHUE

HpI/I @HSHK&HBHOM OCMOTpE CICAYCT 06paTI/ITL BHMMHAHHC HAa HAJIMYUC:

[Tpy HeoHATAJNIBLHBIX (hOPMAaX, MPOTEKAIIMX ¢ MYJIbTHCHCTEMHBIM MOPAKEeHUEM

o wmunopedaexcus

o

o

Qg dy3Has MbIIIEYHAs THIIOTOHUS

KapanomMerainsa

KapaAnOMHUOIIaTUsA

HapylIeHUEe pUTMa cepLa

cepleyHas HeJJOCTaTOYHOCTh

HapyYHIICHUEC NbIXaHUA

OTCKM JIkla, KOHEYHOCTEH

IIpu kaaccuuyeckux popmax I'b ¢ Bo3pacTom Havasma Ha IEPOBOM- BTOPOM IOy KU3HH

o

o

3aJiepKKa (PU3MUECKOro pa3BUTHS

O0JIBIION, BHICTYIAOIIET0 )KUBOT C PAaCIIMPEHHONW BEHO3HOH CEThIO

JIOKAJIbHOTO OTJIOKEHHSI TIOJIKO’KHOW JKUPOBOW KJIETYATKH, MPEUMYIIECTBEHHO Ha IIEKax
(«KyKOJIbHOE» JIUII0), TPY/IH, ATOUIAxX, Oempax

KO>KHbIE KCAHTOMBI Ha JIOKTSIX, KOJICHSX, ATOJUIAX, Oeapax

BbIpa)KEHHAs rernaToMeranus

Hedpomeranus

KapauoMeranus, kapauomuonatus (npu I'b, mporekaromux ¢ nopaxeHueM cepua)
TMIIOTOHATU3M

Qg Qy3Has MblIIeYHast TUIIOTOHUS

bypyHKYyIe3, CTOMaTHThI, OTUTHI, pEIHIUBUPYIOINi nHpekimu (y nanueHToB ¢ ['b Ib)



IIpu ¢opmax 3a0os1eBaHusl, NPOTEKANIIUX C NPEHMYIIECTBEHHBIM IOpPAaKeHHEM IeYeHH C

BO3pacToOM HadaJja 3a00/1eBaHNsA B AE€TCKOM BO3pacTe

©)

©)

o

3anepkka pU3NYECKOro pa3BUTUS
['enmaromeranusi pa3TU4YHON CTETIEHU BBIPAKECHHOCTH

Wnorpa, 3anepxka MOTOPHOTO pa3BUTHS

IIpu I'b, nporekawIMX ¢ NOpaskKeHNeM MbILIEYHON CHCTEMBI

©)

Msleunas ciabocts, Auddy3Has MbllIedHas TMIOTOHUS, YCHIIMBAOUIascs pU (pU3nuecKon
Harpyske

CHMXEHUE UITH OTCYTCTBUE CYXOXKHIIBHBIX Pe(IICKCOB

[Tpu BBIpa’)kK€HHOHM MHOIJIOOMHYpPUMH M HHUTMEHT YpHM, Y3 NpPHU3HAKM HapyleHus (QyHUUU
MOYeK

Ha OHMI - nepBUYHO=MBILIEUHBII XIIPAKTEP NOPAKEHUS

Ipu ranKoreHOBBIX (G0/I€3HSIX, MPOTEKAWIIMX C MOPaKEeHHEM MOYeK:

(@]

o

Paxuronono6usie nedomanuu ckenera, 1eGopMalnuyd HUKHUX KOHEYHOCTEH
3anepxka PU3NUECKOro pa3BUTHUS

Hedpomeranus, TucHYHKIMS TPOKCUMATBHBIX KaHAJIBLIEB, TYOYyI0TaTHs
OCTEOIEHHUSI, 0CEOTIOPO3 MO TAHHBIM JEHCUTOMETPHU

CHHJIpOM MajibabcopOuuu

KommenTapuii: ysenuuenue neuenu 006ycioeileHO KaKk HAKONLEHUEM 2IUKO2eHa (He
MONLKO 8 YUMmoniasme, HO U 8 A0pax KIemokK), max U HAKONJIeHuem Junuoog (cmeamos
neuenu). Ilpu smom cenezenka 0ObIUHO He YBeIUUEHA 8 pa3ZMepax 3a UCKIIOYeHUueM Cl1yiaes,
K020a pa3eueaemcs Yyuppo3 neyeHu.

IIpopobnee —cm. pazoen « Knunuueckas kapmunay

2.3 JIa0opaTopHbIe TUATHOCTHYECKHE HCCIST0BAHNS

Jlabopamopnas ouazHoCmuKa 21uK02eH0308 6KI04aen.:
Jlns 6cex munog I'b
o  Obwuil (KnuHuuecKutl) anaius Kposu (pazeepHymolii)
O aHamuz Kposu Ouoxumudeckuti obwemepanesmuyeckuil: enokosa, AJIT, ACT,

nakmam, [TT (camma-enymamunmpancgepasa), wenrounas Gocpamasa, obwuil



OeNoK, anbyMuH, XOJeCmepuH, MmMpueiuyepuosvl, Modesas KUCIOMd, OUIUpyOuH,
Onpedenenue akmueHocmu KpeamuHKUHAa3vl 8 Kpogu (kpeamunkunasa) Mccireoosanue
VPOBHA/AKMUBHOCMU uzoghepmenmos KpeamuHKUHa3vl 8 Kposu,
nakmamoezuopozenasa (JI[I), namputl, xanui, X10p, UCCie008anue ypoeHs ooue2o
Kanbyus U UOHUSUPOBAHHO20 Kalbyus 6 Kposu, Hccredosanue yposHs c80600H020 L-
Kaprumuna 6 kposu, Hccrnedosanue ypoers obwezo L-kapnumuna 6 kposu [17, 40]
O Junuoozpamma kposu: onpedenenue xonecmepuna, JINHII, JIIIBII, mpuenuyepuoos
o KIIC kposu ((pH xposu, cmanoapmmuuwiii buxapbornam - HCO3-, BE)
O  KO0a2ynozpamma Kposu
O onpeoeneHue cooepicanus anvpa-pemonpmeuna 8 Kposu
Lonoanumenvno, npu I'Bb ¢ nopasicenuem mvlueyHou cucmemvl.
® uccnedosanue yposHs/aKmueHOCMU U30ghepMeHmos KpeamuHkunaswl 6 kposu (KOK-
MB)
® onpeoenenue CO0EPAHCAHUA MUOLTIOOUHA 8 MOYe
Jlononnumenvho, npu cunopome Pankonu-buxes
O onpedeneHue ¢ocghamos 6 Kposu
O onpedeneHue CymouHol NpomeuHypuu
O onpeoeneHue MUKpOaIbOyMUHypuu
O Ouoxumuyeckuil aHamU3 CYMOYHOU MOYU. ONpeoeleHue IKCKpeyuu Karbyus u
Gocghamos
O coomHowenuli pocghamvi/Kpeamunun 6 pazosou NOpYUU Moyu
o PekoMeHZ0BaHO NpU TEPBUYHOW TUATHOCTHKE BCEX THUIOB TJIMKOTEHO30B IPOBEACHUE
aHanM3a OMOXMMHYECKOTo oOIieTepaneBTuUeckoro (Tiroko3a, amaHnHamuHOTpaHchepasza (AJIT),
acrapraramuHoTpancdepasa (ACT), mosodHas Kuciota (JIAKTaT), raMma-riroTaMuiITpaHcdepasa
(I'TT), menounas ¢ocdaraza, oOmMA OenOK, anbOyMHUH, XOJIECTEPHH, TPUTIHLCPHIBI,
HccnenoBanme ypoBHS JUNONPOTEMHOB B  KpoBHW, lccriemoBaHwe ypoBHS — XOJECTepHHA
JUTONPOTENHOB HU3KOM TUIOTHOCTH, VccriemoBaHNe YPOBHS XOJIECTEPHHA JIMTIONIPOTEMHOB BBICOKOM
IUIOTHOCTH B KPOBW, MOYEBas KHCI0Ta, OMmupyowmH, OmpeneieHrne akKTHBHOCTH KPEaTHHKHHA3BI B
kpoBu, UccrenoBaHue  ypOBHS/aKTUBHOCTH  HM30()EPMEHTOB  KpPEaTHHKUHA3bl B KPOBH,
nakrataeruaporenaza (JIAI'), HaTpwii, kanuid, XJIOp, HCCIEIOBAaHUE YPOBHS OOIIETO KalbIUS M
HOHM3MPOBAaHHOTO Kanbiius B kKpoBu) [19,39,17, 40, Kishnani PS, Goldstein J, Austin SL, Arn P,
Bachrach B, Bali DS, Chung WK, El-Gharbawy A, Brown LM, Kahler S, Pendyal S, Ross KM,
Tsilianidis L, Weinstein DA, Watson MS; ACMG Work Group on Diagnosis and Management of
Glycogen Storage Diseases Type VI and 1X. Genet Med. Diagnosis and management of glycogen



storage diseases type VI and IX: a clinical practice resource of the American College of Medical
Genetics and Genomics (ACMG) 2019 Apr;21(4):772-789].

YpoBensb yoenuteabHocTH pekoMenaauun C; (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJILCTB 5)
KommenTapmii: [unozciuxemus (0,6-3,0 mmonv/n), uawe Oeccumnmomuas uiu ¢ cyoopocamu,
msicenvim nakmamayuoozom (3,0-10,0 mmonv/n), eosnuxaem npu manevwem 20100aHuu U nNpu
OMCYMCcmeuU c80e8peMeHHOl epudurkayuu OUAeHO3a U JeYeHus NPUBOOUm K cMepmiu 6 603pacme
om I 0o 3 nem. Kpome mozo, 6 cbigopomke Kpou ommedaemcs NOGvlueHUe KOHYEHMpPayull
mpueiuyepudos («XulesHasy Ccbleopomra), ooweeo xonrecmepuna, a maxxce JIINOHII, JIITHII,
anonunonpomeuros B, C u E. Taxoice ommeuaemcs eunepypuxemusi, nogbluieHue Cbl8OPOMOYHBIX
KOHyeHmpayuil  aranunamunompancgepasvr  (AJIT), acnapmamamunompancgepaszovr  (ACT),
wenoynou gocpamaszvr (L[P@), eamma-enymamurmpancgpepaszvr (I'TT), naxmamoecudpozenasvl
(JIIT) [24,40]. V oemeit ¢ I'B Il muna ¢ 6éoereuenuem 6 namono2uueckull npoyecc Mvlidy, Kpome
VKA3AHHBIX UBMEHEHULl, 4acmo OUAZHOCMUPYIOM NOGbIUUEHUE CblGOPOMOYHOU KOHYEHMpayuu
kpeamungpocpoxunazvl (KOK) 6 noxoe [32]. V nayuenmos ¢ I'B VI u IX munos ommeuaromcs
auanozuuHvie 1aOOPAMoOpHble UZMEHEHUs, BbIPAICEHHOCMb KOMOPbIX 3HAYUMENbHO MeHbule U
Kynupyemcsi ¢ eo3pacmom (0bviuno 6 nybepmammnom nepuooe)[36]. Konyenmpayus enoxosvi 8
cvigopomre kposu 06viuno nopmanvia npu I'B 1IN muna [34]u npu morweunoi popme 0 muna. Ipu
neuenouno gopme I'b 0 muna ommeuaemcsi cunociuKemus U eunepKemoHemusi Hamowjax, Ho
2unepeiuKemMust U 1aKmamayuoo3 nocie eobl.

Hccneoosanus maroice npogoosimcsi npu OUHAMUYECKOM HAOMIOOeHUU, 8 CpeoHeM, Kadicovle 3
Mecaya, 1bo npu yxyouieHuu cocmosinusn nayuenma. Obvem ucciedo8anull onpeoensemcs munom

2IIUKO2eHo3a

J PekoMeHni0BaHO TpOBENEHHE MCCIEAOBAHUS KpPOBUM Ha KHUCIOTHO-IIEIOYHOE COCTOSIHHE
(MccnenoBanue ypoBHs BopopoaHbix HOHOB (pH) kpoBu, MccnenoBanue ypoBHs O0y(depHBIX BEIIECTB
B KPOBH) NP JUATHOCTHKE U Jajiee IMpu TUHAMUYECKOM HAOJIOJCHUN MalUeHTaM CO TJTUKOT€HO30M
| Tuma (ONMOJHUTENBHO TPU OOOCTPEHHMM M HHTEPKYPPEHTHBIX 3a00JE€BaHUAX) C LENbIO
CBOEBPEMEHHOTO BBISIBIICHUS M KOPPEKIMH HAPYIICHUH KUCIIOTHO-IIEI0YHOTO coctostaus [17, 40].
Yposenb yoeauteabHocTH pekomenaanun C (YpoBeHb T0CTOBEPHOCTH J0KA3aTeIbCTB 5).
Kommenrapuii: Memabonuueckuii ayuoo3 (pH xposu 0o 7,34 u Huoce) yxyowiaem cocmosiHue
nayueHma u npueooum K 0eKOMHeHcayuu ¢ pazeumuem pecnupamopHo20 OUCmpecc-CUHOPOMA npu
3a001€6aHUAX 8EPXHUX ObIXAMENTbHBIX NYMEI.

Kpamnocmo uccnedosanus, 6 cpeonem, 1 paz 6 3 mecaya. Ilpu yxyowenuu cocmosnus —auye.

o PexomennoBano nposeneHue OOmiero (KIMHUYECKOrO) aHaiM3a KpPOBU pPa3BEpHYTOIO IMpHU

JTUArHOCTHUKE W Jlajiee TP JUHAMUYECKOM HaOmrofeHuu BceM marueHtaMm ¢ ['b ¢ menpro KoHTposs



YpOBHSI HEUTPO(UIOB U CBOEBPEMEHHOMN JAMArHOCTUKH aHEMHUU (IOMOJHUTENBHO MPHU XPOHUYECKOU
Heiitporienueir u ee Jewenun) [39,27, 30, https://emedicine.medscape.com/article/1116574-
overview].

YpoBenb yoeaurteabHocTH pekoMenaanun C (YpoBeHb 10CTOBEPHOCTH A10KA3aTENbCTB 5)
Kommenrapmii: y nayuenmos ¢ I'B b muna ommeuaemcs abconomuas neumponeHusi. Mmenee
1000 xzemox/mn, a makce anemusi paziuyHol cmeneHu gvipaxcennocmu.y nayuenmos ¢ I'b VII
Muna — aHemusl.

Kpamnocmo uccnedosanus, 6 cpeonem, 1 pasz 6 3 mecaya

J PekoMeH0BaHO MPOBENCHUE WCCIEAOBAHUS KPOBH Ha TeMocTa3 (Koaryjaorpamma) Tpu
JMarHOCTHKE BCEM NalreHTaM ¢ noaospeHueM Ha I'b ¢ nmopaxenuem neuenu u ¢ I'b ¢ nopaxkenusimu
MeYeHH, npu HAJIAYUU kpoBoTeueHwmii.[19,39,17, 40,
https://emedicine.medscape.com/article/1116574-overview].

Yposenb yoeaureabHocTH pekoMeHaanuu C (YpoBeHb J0CTOBEPHOCTH 10KA3aTeJbCTB 5)
KommenTapmii: Onpedenenue npompomounoso2o (mpomooniacmunoso2o) epemen 8 Kposu Uil 6
nnazme, Onpedenenue MedHCOYHAPOOHO2O HOopmanuzosanno2o omuowenuss (MHO), Onpedenenue
MPOMOUHOB020 B8peMeHU 8 Kposu, AKmueuposanmoe uacmuynoe mpoMOONIACMUHOBOE 6DeMs,
Hccnedosanue yposus pubpunoecena 6 kposu, npompomourossiii unoexc (I1H1)

Hccnedosanue nposooumces oaiee 8 npoyecce OUHAMUYECKO20 HAO0OeHus He pedce | paza 6 200.
Obvem uccnedosanus onpedensemcs UHOUBUOYAIbHO.

Y nayuenmos ¢ I'b' | muna ¢ cumnmomamu nogvlUeHHOU KPOBOMOUUBOCTNU MAKHCE MOdHcem Obimb
paccmompeno npogedenue Hccnedosanue yposns aumueena pakmopa Bunnebpanoa

o PekoMeHn0BaHO TIpOBEACHHE 72-9aCOBOTO HEMPEPHIBHOTO MOHHUTOPUPOBAHUS TIIFOKO3BI
(MccnenoBanue ypoBHSI TITFOKO3bI B KPOBH METOJOM HETPEPHIBHOTO MOHUTOPUPOBaHUs) 2 pasza Mmpu
MEePBUYHON rocmUTaIn3auu (MPH MOCTYIUICHUH U TEpea BBIMUCKON A7 OleHKU AP (EeKTUBHOCTH
CKK), nanee uepe3 6 mec, 3atem 1 pa3 B rox Bcem martuertam ¢ I'B. [17, 40].

YpoBeHnn yoenuteabHOCTH pekoMeHaannu C (YpoBeHb 10CTOBEPHOCTH J0KA3aTeIbCTB 5)
KommenTapuii: oonokpamuvlx XaomuunelX usmepenuli KOHYeHmpayuu 2n10Ko3bl 6 Kposu C
NOMOWDbIO 2NIOKOMEMpPA Yacmo Ovleaem HeOOCMAMOUHO O/l BbIAGNEHU CKPLIMbIX SUNO2IUKEMULL,

0COOEHHO 8 HOUHOEe BPEMSL, 8 CB53U C YeM PEKOMEHOYemcst OaHHblll Memoo ucciedosanus [41].

. PexoMeHnnoBaHo ompeaeneHue TTUKEMAYECKOTO Mpoduiist (MIpH MEPBUYHON TOCTUTAIN3AINN
U BepuHUKAIlMKM JAMarHO3a — C TUIIOKO30H, Jajgee — ¢ muiieBoi Harpyskoi) (MccriemoBanue
oOMeHa 10Ko3bl, [IpoBeneHue TIIIIOKO30TONIEPAHTHOIO TeCTa) C LENbI0 JUArHOCTHUKU/KOHTPOJIS
COCTOSIHUSL YTTIEBOAHOTO OOMEHAa ¥ CBOEBPEMEHHOW KOPPEKIUU TepamneBTHYEeCKUX, B T.4.,

JMETOJIOTUYECKUX, Meponpustuii [17].



Yposenb yoenuteabHocTH pekoMenaainun C (YpoBeHb J0CTOBEPHOCTH JI0KA3aTeIbCTB D)
KomMmeHTapuu: ucciedosanue ¢ nuujegoii Hazpy3koll 6 OUHAMUYECKOM HAOIO0eHUU NPOBOOUMCS C
yacmomoti He pedxce I paza 6 200

. PexomengoBano MccnenoBanue ypoBHsi 25-OH Butamuna /| B xpoBu maumentam c¢ I'b I,
I,VI, IX TumoB ¢ 1enp0 CBOSBPEMEHHOTO BbBIABICHMs AcduiMta BuTamMuHa D u HazHaueHUs
Tepanuu s npodurakTuku/aeueHus ocreonoposa [19,39, Kishnani PS, Goldstein J, Austin SL, Arn
P, Bachrach B, Bali DS, Chung WK, El-Gharbawy A, Brown LM, Kahler S, Pendyal S, Ross KM,
Tsilianidis L, Weinstein DA, Watson MS; ACMG Work Group on Diagnosis and Management of
Glycogen Storage Diseases Type VI and IX. Genet Med. Diagnosis and management of glycogen
storage diseases type VI and IX: a clinical practice resource of the American College of Medical
Genetics and Genomics (ACMG) 2019 Apr;21(4):772-789].

KommenTapuu: uccreoosanue credyem npogodums He pexce | pasa 6 200, uawe — no
Heobxooumocmu
. PexomenoBaHo ompeseneHne KOHIEHTpanuu anbha-QeTonporenHa B CHIBOPOTKE KpoBH |

pa3 B roa BceM mnamueHTam ¢ I'b ¢ mopakeHueM mnedeHu, Mpu HAJIMYUK afieHoM TedeHu 1 pas3 B 3-6
mecsiieB [17, Ng K, Mogul DB. Pediatric Liver Tumors. Clin Liver Dis. 2018 Nov;22(4):753-772.
doi: 10.1016/j.cld.2018.06.008, https://emedicine.medscape.com/article/1116574-overview ].
Yposennb yoenureabHocTu pekoMenaanuu C (YpoBeHb J0CTOBEPHOCTH 10KA3aTeNbCTB )
KommenTapuii: aoerombl newenu omuocames K XOpouio U38eCMHbIM OCIIOHCHEHUAM 2NUKO2EHOBOU
oonesnu I muna. Pazsumue adenom neveru npu I'B 603mM0ocHO 6 11060M 803pacme U He 3A8UCUM OM
noaa NaYueHmos, OHu Mo2ym Oblmb eOUHUYHBIMU U MHONMCECMBEHHBIMU, HEPEOKO NePepoICOambCsi 8
310KAYeCmeeHHble [38, 42]. Jannwiii Memoo uccne008anus NOKa3au ons
UCKTIOYEeHUsI/Nno0mEepAcOeHUsl npoyecca maiueHuzayuu 6 nevenu. Ilpu smom ciedyem ommemums,
umo 00 OaHHBIIL MAPKEp He MOdiCem CUUmamuvcs abCONOMHO HAOelCHbIM ) nayueHmos ¢ I'b
[Khanna R, Verma SK. Pediatric hepatocellular carcinoma. World J Gastroenterol. 2018 Sep
21;24(35):3980-3999. doi: 10.3748/wjg.v24.i35.3980. PMID: 30254403; PMCID: PMC6148423].

o PekoMeH10BaHO TMpoBeAeHHE O0O0IIero (KJIMHHYECKOro) aHalk3a MOYHM IPH MOCTaHOBKE
nuarHo3a u ngaiee 1 pa3 B 3 Mecsaua (1BeT, KETOHOBBIE Teja, COJIM), aHAJM3a MOYHU MO Ajjauc-
KakoBckomy u 3umuuiikomy (Coop Mouu ais tabopaTtopHoro uccienobanus, Onpenenenue oobema
MOYH, MUKpPOCKONHMUYECKOE HCCleloBaHNe ocajaka Mouu, OrmpeneneHue KoiaudecTBa Oenka B
cyTouHO# Moue, OmnpeneneHue anbO0ymMuHa B Moue) nanueHtam ¢ I'b ¢ mopakeHuem mnodek, B T.4., C
cunapomoM dankoHu-buKens ¢ 1e/bl0 CBOEBPEMEHHOMN TUarHOCTHUKU/KOHTPOJIS OPAKEHUS MTOYEK
[17,19,39, https://emedicine.medscape.com/article/1116574-overview].

Kommenrapuii: Ilpocpeccupyiowee nopadxcenue nowex npu I5 1 muna npossnsemcs

B03HUKHOBEHUEM MUKPOATbOYMUHYPUU ¢ MpaHCchopmayuell ee 8 HApACMAaowylo npomeuHypuro u



NAapanienibHulM  CHUMNCEHUEM CKOpOCMU KIIYOOUKOo8oU Guiempayuu 6nioms 00 GopMuposanus
XpoHuueckou  noveyHou  Hedocmamounocmu. Ha  ¢one pazeumus  negpporumuasa u
He@POKANLYUHO3A MOdNCEm OMMEUAMbCs 2emamypusi, uHpexkyuu mouesvbleooawux nymei [26],
Komopbvle mpeoyiom OUASHOCMUKU U Mepanuu 8 paMKax COOMEemCmayowux KIUHUYeCKUX
pexomenoayuu. Ilopasicenue nowex npu I'B Il muna nposensemcsi peHAIbHbIM MYOVIAPHLIM
ayuooszom [19].Kemonosvie mena nosviwaromes npu I'B 1, 111, V1, IX muna

HUcnedosanue nposooumcs, 6 cpedonem, ¢ uacmomotui 1 pas 8 200, npu Heobxooumocmu — yaue.
YpoBenb yoeaurteabHocTH pekoMenaanun C (YpoBeHb 10CTOBEPHOCTH 10KA3aTENbCTB 5)

J PexomennoBano nposenenne VccrnepoBanust GyHKIMU HE(PPOHOB MO KIUPEHCY KpeaTHHUHA
(npoba Pe6epra) (MccnenoBanue ypoBHs KpeaTUHUHA B KpoBH, VcciieqoBanne ypoBHSI KpeaTUHHHA B
Moue) y nauueHToB ¢ I'b ¢ mopaxxenuem nodek, B T.4., ¢ cuHapomoM dankoHu-bukens c uenbto
JMAarHOCTHKH/KOHTPOJIsE cocTosiHust oyeuHor ¢yukiuu [Bali DS, Chen YT, Austin S, Goldstein JL.
Glycogen Storage Disease Type I. 2006 Apr 19 [updated 2016 Aug 25]. In: Adam MP, Ardinger HH,
Pagon RA, Wallace SE, Bean LJH, Stephens K, Amemiya A, editors. GeneReviews® [Internet].
Seattle (WA): University of Washington, Seattle; 1993-2020. PMID: 20301489, Sharari S, Abou-
Alloul M, Hussain K, Ahmad Khan F. Fanconi-Bickel Syndrome: A Review of the Mechanisms That
Lead to Dysglycaemia. Int J Mol Sci. 2020 Aug 31;21(17):628,
https://emedicine.medscape.com/article/1116574-overview]

Yposenb yoeaureabHocTH pekoMenaanuu C (YpoBeHb J0CTOBEPHOCTH 10KA3aTeJbCTB 5)
KommenTapuu: xaupenc Kpeamuununa (ckopocmv — KIYOOUKOB8OU  ¢hurbmpayuu)  cieoyem
paccuumuleams no gopmyne (pacuemuas no gpopmyne Lllsapya, no nogvliuenHou macce meia — no
Gopmyna Kokpogppma-Ionoa) — (yveayeu omcymemsyrom 6 Homenxknamype meOuyunckux yciuya)

. PexoMeH10BaHO McclieIOBaHNE CYTOYHOM MOYM Ha KcKpenuto conelt (MccnenoBanue ypoBHs
¢dochopa B moue, MccnenoBanue ypoBHs Kaibliusg B Moue, MccineqoBanne ypoBHS MOYEBON KUCIOTHI
B Moue, COop Mouu 1151 TabopaToOpHOTOo UccienoBanus, OnpeaeneHue o0beMa MOYH) COOTHOIICHUS
¢docdarbl/KpeaTHHUH B pa30BOil Mmopuuu MouM y manueHtoB ¢ I'b ¢ mopaxeHuem mouek, B T.4., C
cuapomoM @DaHkoHM-bukens mnpu IUArHOCTUKE M B JMHAMUYECKOM HAOJIOEHUU C IIEJIbIO
MIPEI0TBPAICHHS/KOHTPOJIT KaMHeoOpa3zoBaHust B moukax [Bali DS, Chen YT, Austin S, Goldstein
JL. Glycogen Storage Disease Type I. 2006 Apr 19 [updated 2016 Aug 25]. In: Adam MP, Ardinger
HH, Pagon RA, Wallace SE, Bean LJH, Stephens K, Amemiya A, editors. GeneReviews® [Internet].
Seattle (WA): University of Washington, Seattle; 1993-2020. PMID: 20301489,

https://emedicine.medscape.com/article/1116574-overview, Sharari S, Abou-Alloul M, Hussain K,

Ahmad Khan F. Fanconi-Bickel Syndrome: A Review of the Mechanisms That Lead to
Dysglycaemia. Int J Mol Sci. 2020 Aug 31;21(17):6286].

YpoBenb yoeaurteabHOCTH pekoMenaanun C (YpoBeHb 10CTOBEPHOCTH 10Ka3aTENbCTB 5)


https://emedicine.medscape.com/article/1116574-overview

KommenTapuu: uccieoosanus cnedyem nposooums He pedxce 1 paza 6 200

o PCKOMCHI[OBaHO IIalfueHTaM C C I'b ¢ MMOpaAKCHUCM II04YCK, B T.4., C CHHIPOMOM daHkoHH-
bukens onpenenenue yposHs pocdopa B kpoBu, MccnenoBanue ypoBHs napaTHPEOUTHOTO TOPMOHA
B KpOBH IIpU OUATHOCTUKC W B HOpPOHCCCC JTUHAMHUYCCKOI'O Ha6JHOI[eHI/IH C OCJIBIO
peIOTBPAICHHUS/KOHTPOJIsl KamMHeoOpasoBanus [https://emedicine.medscape.com/article/1116574-
overview, Sharari S, Abou-Alloul M, Hussain K, Ahmad Khan F. Fanconi-Bickel Syndrome: A
Review of the Mechanisms That Lead to Dysglycaemia. Int J Mol Sci. 2020 Aug 31;21(17):6286,
Late Diagnosis of Fanconi-Bickel Syndrome: Challenges With the Diagnosis and Literature Review
Nirupama Gupta, Bimota Nambam, David A. Weinstein, MD, and Lawrence R. Shoemaker Journal
of Inborn Errors of Metabolism & Screening 2016, Volume 4: 1-6].

YpoBenb yoeaureabHocTH pekoMeHaanuu C (YpoBeHb J0CTOBEPHOCTH 10KA3aTeJLCTB 5)

KommenTapuu: ucciedosanus ciedyem npogooums He pedxce 1 paza 6 200.

. PexomennoBano Oripe/ienicHHEe aKTUBHOCTH KPEATUHKWHA3BI B KPOBU W/WIJIM UCCIICJIOBAHHE
YPOBHS/aKTUBHOCTH H30(GepMEeHTOB KkpeaTuHkuHa3bl B KpoBH (K®K-MB) manmentam ¢ I'b ¢
MOpaXCHUEM MBIIIEYHON TKaHW NpPU JAMArHOCTUKE M MPH AMHAMHYECKOM HAOIIOJIEHUU C LEJIbI0
CBOEBPEMEHHOM JTAATHOCTUKHU MMOPAXKECHUS MBILIEYHON
tkanu.[https://emedicine.medscape.com/article/1116574-overview].

Yposens yoeaureabHocTH pekoMenaanuu C (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJbCTB 5)

KomMmenTapun: 6 ounamuueckom Habaiooenuu uacmoma uccie008anus, 6 cpeouem, 1 paz 6200

o PexkomMeHI0BaHO oOmpelelicHHe cojaepaHus Muoriobuna B Moue (OOHapykeHHE
MHOTJI00MHA B ModYe) manueHtaMm ¢ ['b ¢ mopakeHreM MBIIIEYHOW TKaHH MPH THATHOCTUKE U TPH
JTUHAMAYECKOM HaOJIIOICHUH c LENbI0 KOHTPOJIS TE€YEHUS Oone3Hu
[https://emedicine.medscape.com/article/1116574-overview].

Yposensb yoeaureabHocTH pekoMenaanun C (YpoBeHb J0CTOBEPHOCTH 10KA3aTeJbCTB 5)

KomMmenTapum: 6 ounamuueckom nabaio0enuu uacmoma uccie0o8anus, 6 cpeounem, 1 pasz 6200

2.3.1. MoJiekyJISIpHO-TeHeTHYeCKasi TMArHOCTHKA.

J PexomeH10BaHO MPOBEICHUE MOJIEKYJIIPHO-TEHETHYECKOTO UCCIICIOBAHMS IS BEpUPUKAITTT
nuarfHosa. SIBiseTcss MeTOJ0M, MO3BOSUTIONIMM TOYHO YCTAaHOBUTH JIMAarHO3 HACIEICTBEHHOTO
3abonesanus. [2, 10, 13]:

YpoBenb yoeaureabHocTH pekoMeHaanun C (YpoBeHb J0CTOBEPHOCTH 10KA3aTEJbCTB 5)
KommenTapun:

TI'nukxozenoeasn 6one3nv, mun la



MOJIEKYIAPHO-2eHemuyeckoe uccieoosanue. eviasienue mymayuii 6 cene GOPC, xooupyrowem
2noK030-6-ghocghamasy.
I'nuxozenoeasn oone3nnv, mun Ib
MOJIEKYNAPHO-2eHemuyeckoe ucciedosanue: evisisieHue mymayuil 6 eene SLCI17A44, xooupyroweco
MUKPOCOMATbHBIU MPAHCHOPMHDbLLUL OenoK T1.

I'nukozenosas 6one3unv, mun 111
MONEKYIAPHO-ceHemuieckoe ucciedosanue: e@uvisagnenue mymayui 6 eene AGL, kooupyrowezo
2NIUKO2EH-6e8eMEAUUL (DePMEH.
I'nukozenoean oonesnv, mun IV
MONEKYNIAPHO-2eHemu4eckoe ucciedosanue: @uviagienue mymayuti 6 cevme GBEI, xooupyrowem
amuno-1,4:1,6-emoxanmpancgepasy.
I'nukozenosan donezns, mun \/
MONEKYNISIPHO-2EHeMUYeCcKoe UCCIe008aHue: eviasieHue mymayuil 6 ceme PYGM, kooupyrowezo
mulueunyo ghocghopunasy.
I'nukozenosan oonesznv, mun VI
MONEKYNISPHO-2eHemu4eckoe ucciedosanue: evissienue mymayuti 6 ceme PYGL, kooupyrowezo
Gocghopunazy nevenu.
T'nukozenoeas oonesnn, mun IXal u 1Xa2
MONEKYNIAPHO-2eHemu4eckoe Ucciedoganue: sviasienue mymayui 6 cene PHKA2, kooupyrowezo 0z-
cyOveOuHuYy neueHoyHol KuHasvl ocghopunaszol.
I'nukozenoean 6one3nnv, mun IXb
MOJIeKYIAPHO-2eHemuyeckoe uccieoosanue: evisisneHue mymayui ¢ eene PHKB, xooupyrowezo [-
CcyOBLeOUHUYY MbIULEYHOU/NeYeHOYHOU KUHA3bL (hochopunaszvl.
I'nuxozenosasn oonesnv, mun IXC
MONeKYIApHO-2eHemudeckoe ucciedosanue: evisagnenue mymayuil ¢ ceme PHKG2, kooupyrowezo
MeCMUKYISPHYIO/NEUEeHOYHYI0 U30QhopMY V-CYObedunHuybl Kunazvl gocgopunasel. Inukozenosasn
ooneznv, mun 1 Xd
MONeKVIAPHO-2eHemu4eckoe ucciedoganue: evissnenue mymayuu 6 cene PHKAL kooupyrowezo
MblIUEeYHYI0 U30¢hopmy anb@a-cyoveournuysvl KUHA3bl ocgopunasv
TI'nukxozenoeasn ooneznnv, mun X
MOJIEKYNAPHO-2eHemu4ecKoe Ucciedosanue: evisasieHue mymayui 6 eene PGAM?2, xooupyroweeo
muiweynyio ghocghoznuyepam mymasy. I'nuxozenosan 6one3ns, mun Xl|
MONEeKYNIAPHO-ceHemu4eckoe uccieooganue: eviaenieHue mymayuti ¢ eene LDHA, kooupyrowezo

cyoeounuyy A rakmamoecuopozenasvi. Cunopom Pankonu-bukens



MOJIEKYNAPHO-2eHemuyeckoe ucciedosanue: eviasienue mymayuti 8 eene SLC2A2, xooupyroweco
2NoK030-mpancnopmep 2.

I'nukozenosan doneznn, mun O

MOJIEKYNAPHO-2eHemuyeckoe ucciedoséanue: evisasieHue mymayuii 6 ecenax GYS2 u GYS2,
KOOUPYIOWUX NEYEHOUHYIO U MbIULEYHYIO 2TUKO2EHCUHMA3Y

bonesny nakonnenusa znukozena 6 cepoye, 6p0HCOEHHAA, TeMATbHASA

MOJNEKYNAPHO-2eHemuieckoe ucciedosanue: gviagnenue mymayui 6 cene PRKAG2, kooupyrowezo

y2-cyoveounuyy 5’ adeHo3uHMoHopocham-akmusupyemor npomeuHKuUHAa3bl.

2.4 HNHCTpYMeHTAJIbHbIE JMATHOCTHYECKHE MCCIeIOBAHNSA

J PexomenoBano mnposeneHue yipTpazBykoBoro uccienosanus (Y3U) opranoB OprourHoi
nosioctd  (YIIbTpa3ByKOBOE HCCIEIOBAHUE OPraHOB OpIONIHONW TOJOCTH (KOMIUIEKCHOE)) TIpU
MIOCTaHOBKE JuarHo3a u aanee 1 pas B roj nanueHTtam ¢ I'b ¢ mopakeHneM neueHu ¢ LeIblo OLIEHKU
COCTOSIHUSI TIAPEHXUMBI TICUEHHW, KOHTPOJS pa3MEpOB TIICYCHH, BBIABICHHS aJ€HOM IICYCHH,
COCTOSIHUSL ~ TOJDKEIYMO4YHOM  skemeswl, [17, https://emedicine.medscape.com/article/1116574-
overview].

Yposenb yoeaureabHocTH pekoMeHaanuu C (YpoBeHb J0CTOBEPHOCTH 10KA3aTeJbCTB 5)
Kommenrapuii: npu Y3U y ecex 6onvHbix ommeuaemcs 3HauumenbHoe ygeiuyeHue obeux 0o.eti
nevenu, 6 ocobennocmu aeeou. Illapenxuma neuenu  2unepPIXO2EHHA, CMpPYKmMypa — ee
xapakmepusyemcs — Oug@ysHot  HeOOHOPOOHOCMbIO — 3d  CUEMm  MHONCECMBEHHbIX — MEIKUX
2UNEPIXOSEHHBIX IXOCUSHANIO8 C DABHOMEPHBIM pACHpeOeleHueM No 8cemy 00vbemy NapeHxumbl.
Ommeuaemcss maxoice ociadneHue NpPoxXONCOeHUs YIbMpA3syKa 6 6ude CHUNCeHUs YemKocmu
uz06pasicenuss OUCmanvhblx yuyacmkos napeuxumor om 14 oo 112 no enybune opeana. Oma
0cobeHHOCmb  IX0cpaghuieckol KapmuHbl 00blYHO Haubonee evipaxcena npu | mune I'B no
cpasuenuto ¢ I, VI, IX munom. Oonoepemenno umeem mecmo obeoneHue cocyoucmozo pucyHka
neyeHu: U3VANUUPYIOMCsL eOUHUYHble, MOHKUE, 20PUSOHMATILHO HANPABIeHHble NeUeHOUHble GeHbl C
POBHBIM KOHMYPOM, NPAKMUYECKU OMCYMCMEYem PUCYHOK MEeIKUX eemeeli 60pOmHOU 6envl. B
PEOKUX Cyuasx GU3Vamusupyromcs aoeHomvl nedenu (eOuHuYHble UMY MHONCECMEeHHble),
omauuarowuecs CMmpyKmypHolM pasHooopasuem — SUN0IX02eHHble C 2UNEPIXO2EHHbIM 0000KOM UlU
2UNEPIXO2EHHbIE C AHIXO2EHHbIM 0000KoM. MHo20a ommeuaemcs Heboabuloe YeenuyeHue pasmepos
ceneseHKU 6e3 U3MEeHeHUll ee napeHxumvl U cocyoucmozo pucyuka. Ilpu nanuuuu LI1
BUZYATUSUPYEMCSI HEPOBHBILL KOHMYP NedeHU, MHOMCeCMEeHHble V3/bl DA3IUYHOU IXO2eHHOCMU 8
napexxume opeana, pacuuperue Ouamempos cmeoio8 OPOMHOU U CeNe3eHOUHOl 6eH.

Takorce umerom mecmo pasiudnvle AHOMANUU QOPMblL IHCENYHO20 NY3bIps (Yauje — nepecudvl 6

obnacmu OHa), yeeruueHue e20 pasmepos, HapyuleHue COKpaAmumenbHou QYHKYuu, ymoaujeHue



cmeHok. Buzyanusupyemcs oughghysnoe ysenuuenue nooxcery0ouHoU dienesvl, NapeHxuma ee cuno-
UTU 2UNEPIXO2EeHHA, UH020A HeOOHOPOoOHa [43].

J PekoMeHZ0BaHO TMpoBeneHUE YIbTPA3BYKOBOTO MCCIEAOBAHUSA IIOYEK INPU TMOCTAHOBKE
JIMarHo3a U Jiajee Ipy JHHAMUYEeCKOM HaOMoJeHnn nanueHTaM ¢ I'b ¢ mopaxeHnem novek c Leibo
OlpejeNieHUusT  pa3MepoB  MOYEK, JHUAarHOCTUKU  CTPYKTYPHBIX  HapyHIECHWH,  KOHTPOJIA
kamHeoOpasosanus [17, Bali DS, Chen YT, Austin S, Goldstein JL. Glycogen Storage Disease Type
I. 2006 Apr 19 [updated 2016 Aug 25]. In: Adam MP, Ardinger HH, Pagon RA, Wallace SE, Bean
LJH, Stephens K, Amemiya A, editors. GeneReviews® [Internet]. Seattle (WA): University of
Washington, Seattle; 1993-2020. PMID: 20301489,
https://emedicine.medscape.com/article/1116574-overview].

YpoBens yoenurteabHocTu pekoMenaannu C (YpoBeHb 10CTOBEPHOCTH A0Ka3aTebCTB 5)
KommenTapmii: npu I'B |, cunopome @ankonu-bukens ommeuaemcs ygenuduenue pazmepos novex,
VMOoJeHue NapeHxXumvl U HOo8blUeHUEe IX02eHHOCU Kopkogozo cios. CobupamenvHas cucmema
nouek 6ez ocobennocmei [6, 43, |.Hccnedosanue nposoosm, 6 cpeonem, ne pexce 1 pasza 6 200, ¢
sospacma 10 nem - obs3amenvHo

. PexomenmoBano nposencaue sxokapauorpaduu (3XO-KI') u snexrpokapauorpaduu (OKI)
npu nocraHoBke auarHo3a I'b III u IV tunoB u nanee nmpu exeronHom oOCIEI0BaHUU C LENbIO
CBOCBPEMEHHOI'O BBISBIICHHS M Tepanuu kapauomuonaruu [17, Pereira NL, Grogan M, Dec GW.
Spectrum of Restrictive and Infiltrative Cardiomyopathies: Part 1 of a 2-Part Series. J Am Coll
Cardiol. 2018 Mar 13;71(10):1130-1148. doi: 10.1016/j.jacc.2018.01.016. PMID: 29519355.].
YpoBenb yoOenurteabHocTH pexoMeHaauuu C (YpoBeHb [10CTOBEPHOCTH [10Ka3aTebCTB
5)Kommenrapuii: y nayuenmos ¢ I'b W1l u IV munos nopascaiomes opeanvi cepoeuno-cocyoucmotl
cucmemvl — om IKI-npusnakos dacenyo0ouxosol unepmpoduu 00 8bIpAN’CEHHOU KapOuome2aiuu,
Kapouogubposa u cepoeunotl nedocmamounocmu [19, 34, 35].

. PexomMeH10BaHO TpOBeAEHHWE HEMHBA3WBHOW TpaH3MEHTHOH anactorpaduu nedenu (TOII)
(3macToMeTpus MEYSHM) NIl OLIEHKU COCTOSHHS CTPYKTYpbI nedeHu y aereit ¢ I'b ¢ mopaxenuem
neuenu [17].

YpoBenb yoeaurteabHocTH pekoMenaanun C (YpoBeHb 10CTOBEPHOCTH 10KAa3aTENbCTB 5)
Kommenrapmii: y nayuenmos ¢ I'6 ommeuaromes pubpomuueckue usmeHeHUus pasiuyHol cmeneHu
gvipasiceHHocmu  énioms 1o Gopmuposanus L[II. Bascno ommemums, umo TOIII noszsonsem
8bIABUMb CIMPYKMYPHbLE USMEHEHUs NeYeHU 0ddice Npu Omcymcmeuu 1a00pamopHulx U3MeHeHUI.
HUccneoosanue nposooumcs, 6 cpeonem, 1 pas 6 200

. PekoMeHZ0BaHO TMpPOBEACHHE MarHUTHO-pe3oHaHCHOM Tomorpapuu (MPT) opranos
OproIIHOM TOJI0CTH (ITPH HEOXOAUMOCTH - MarHuTHO-pe30HaHCHasi ToMorpaduu OpraHoB OPIOIIHOM

MOJIOCTH C BHYTPHBEHHBIM KOHTpacTupoBanueMm) wim Kommbiotepayro tomorpaguto (KT) opranos



OpIOIIHOW TOJIOCTH C BHYTPUBEHHBIM OOJIOCHBIM KOHTPACTHPOBAaHWUEM - TPU IOJO3PEHUU Ha
HaJIM4Ynue H013006pa3013aH1/1171 C HOCJBIO UX NUArHOCTHUKHU, a TAKKC [JId KOHTPOJIA COCTOAHUA aACHOM
neuenu npu ux Hanmmauu [Kishnani PS, Goldstein J, Austin SL, Arn P, Bachrach B, Bali DS, Chung
WK, El-Gharbawy A, Brown LM, Kahler S, Pendyal S, Ross KM, Tsilianidis L, Weinstein DA,
Watson MS; ACMG Work Group on Diagnosis and Management of Glycogen Storage Diseases
Type Vi and IX. Genet Med. 2019 Apr;21(4):772-7809,
https://emedicine.medscape.com/article/1116574-overview].

YpoBenb yoeaurteabHocTH pekoMenaanun C (YpoBeHb 10CTOBEPHOCTH 10KA3aTENbCTB 5)

KommenTapmii: /[emsam 0o 16 nem ¢ 0anHoU yenvio wawe nposoosim yibmpas3gyKko8oe UcCCiedo8aHue
oprownon  nonocmu  (komnaekcroe), nocie 16 gem — MPT wum KT- wuccredosanue c¢

KOHmMpacmuposanuem Kaxcovie 6-12 mec. 015 8blA61eHUL A0EHOMAMO3A NeYeHU

Ilpu eviseneHuu adeHomamosza nevyeHu — YIbMPA38yKo8oe UCCIe008anue OPIOWHOU NOIOCIMU
(KomMneKcHoe) unu MacHumHo-pe3oHancHyro momozpaghuio (MPT) opeanose dprowHot nonocmu unu
Komnvromepuyro momoepaguro (KT) opeanos bprownoti norocmu 6 3a8UCUMOCMU OM 803pacma u

B03MOIHCHOCELL nayuesma, npu Haﬂuquu/omcymcmeuu npomueonoxas’aHuﬁ.

° PexomenoBano nmpoBeneHue 330¢aroracTpo/IyoieHockonuu namuentam ¢ I'b u npusnakamu
auppo3a IICYCHN JJIA OLCHKU COCTOAHUA BCH IITUIIEBOAa
[https://emedicine.medscape.com/article/1116574-overview, Kishnani PS, Goldstein J, Austin SL,
Arn P, Bachrach B, Bali DS, Chung WK, El-Gharbawy A, Brown LM, Kahler S, Pendyal S, Ross
KM, Tsilianidis L, Weinstein DA, Watson MS; ACMG Work Group on Diagnosis and Management
of Glycogen Storage Diseases Type VI and IX. Genet Med. Diagnosis and management of glycogen
storage diseases type VI and IX: a clinical practice resource of the American College of Medical
Genetics and Genomics (ACMG) 2019 Apr;21(4):772-789].

YpoBensb yoeaureabHocTH pekoMeHaanuu C (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJLCTB 5)

o PGKOMCHI[OBaHO IMPOBCACHUC peHTFeHOFpa(I)I/II/I KHUCTEN ¢ HCJIbKO OLOCHKH KOCTHOT'O BO3pacTa
narientam ¢ I'b [17, https://emedicine.medscape.com/article/1116574-overview].

YpoBenb yoeaurteabHocTH pekoMenaanuu C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB 5)
Kommenmapuii: y noodasnaowezo uucia oemeti ¢ I'B ommeuaemcsi omcmaganue KOCMHO20
8o3pacma om nacnopmuoeo.Hccnedoganue npoeooumces ¢ yacmomoti, 8 cpeonem, 1 paz 6 2 200a/200
o PCKOMCHI[OBaHO IPOBCACHUC ,HBYXBHCPFCTH‘{CCKOﬁ peHTFCHOBCKOﬁ a6C0p6I_II/IOMeTpI/II/I
(PeHTreHOICHCUTOMETPHH) TIOSCHUYHOTO OT/eNa mo3BoHounuka namuentam ¢ I'b LI, VI, IX tunos

C IENIBI0 OIEHKH COCTOSIHUS MHHEpPAIbHOM TUTOTHOCTH KocTHOHM Tkauu [17, 19,39,Deeksha S Bali,

PhD, Yuan-Tsong Chen, MD, PhD, Stephanie Austin, MS, MA, CGC, and Jennifer L Goldstein,



PhD, MS, CGC Glycogen Storage Disease Type l.https://www.ncbi.nlm.nih.gov/books/NBK1312/,
Nirupama Gupta, Bimota Nambam, David A. Weinstein,Lawrence R. Shoemaker Late Diagnosis of
Fanconi-Bickel Syndrome: Challenges With the Diagnosis and Literature Review J. inborn errors
metab. screen. vol.4 Porto Alegre 2016 Epub May 30, 2019, Kishnani PS, Goldstein J, Austin SL,
Arn P, Bachrach B, Bali DS, Chung WK, El-Gharbawy A, Brown LM, Kahler S, Pendyal S, Ross
KM, Tsilianidis L, Weinstein DA, Watson MS; ACMG Work Group on Diagnosis and Management
of Glycogen Storage Diseases Type VI and IX. Genet Med. Diagnosis and management of glycogen
storage diseases type VI and IX: a clinical practice resource of the American College of Medical
Genetics and Genomics (ACMG) 2019 Apr;21(4):772-789].

YpoBenb yoeaureabHocTH pekoMeHaanun C (YpoBeHb J0CTOBEPHOCTH 10KA3aTeJbCTB 5)
Kommenmapuii: y oemeii ¢ I'b yacmo ommeuaemcsa cuudcenue MIIKT, eniomv 0o pazsumust
0CmMeonopo3a, 6 ceA3U C 4em HeoOXOOUM pe2ylapHblil KOHMpPOb HA (QoHe cmpoco cobarodeHus
ouemomepanuu Ol NPUHAMUSL CBOCBPEMEHHLIX MEPONPUSMULL  C  Yelblo NpedomepaujeHus
NOBLIUWEHHOU KOCMHOU pe30poyuu.

HUccneoosanue nposooumcs, 6 cpednem, 1 pasz 6 200 demam cmapute 10 nem

° PexomennoBano nauuentam ¢ I'b, mporekawimmx ¢ nmopakeHMeM MbIIIEYHONH CHCTEMbI
npoBeneHue  Dnekrporeripomuorpadun (OHMI)  (Dnexrponelipomuorpadusi  Hrolb4aTbIMU
a7eKTpoaMu (OJIMH HEPB)) NPH MEPBHUYHON JMATHOCTUKE U B JMHAMHYECKOM HAOJIOICHUU IS
CBOGBpeMeHHOﬁ JUAarHOCTHUKHN u KOHTPOJIA IMOpAaAKCHUA MBI
[https://emedicine.medscape.com/article/1116574-overview, Paganoni S, Amato A. Electrodiagnostic
evaluation of myopathies. Phys Med Rehabil Clin N Am. 2013 Feb;24(1):193-207, Mogahed EA,
Girgis MY, Sobhy R, Elhabashy H, Abdelaziz OM, El-Karaksy H. Skeletal and cardiac muscle
involvement in children with glycogen storage disease type Ill. Eur J Pediatr. 2015
Nov;174(11):1545-8].

YpoBensb yoeaureabHocTH pekoMeHaanuu C (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJLCTB 5)
Kommenrapuu: vacmoma uccieoosanus, 6 cpeonem, 1 p/200

° PexomennoBano mnamuentam ¢ ['b, mpoTekarmmx ¢ MOPa)KEHUEM MBIIMIEYHOW CHUCTEMBI
npoBeaenue MPT Ml HIDKHUX KOHeuHocTel (MarHuTHO-pe30HaHCHask TOMOTpadus MbIIIEYHOM
CI/ICTCMBI) (HpI/I HCO6XOI[I/IMOCTI/I IJId BU3yaJIU3allud  JACTCHCPATUBHBIX I/IBMCHGHI/II\/'I, JKHUPOBOT'O
3aMEIICHUST MBI, HATWYHS OTEKa M BOCHIAIUTEIbHBIX HM3MEHCHUH CKEJIETHOH MYCKYJaTyphl)
[https://emedicine.medscape.com/article/1116574-overview].

YpoBenb yoeaureabHocTH pekoMenaanuu C (YpoBeHb J0CTOBEPHOCTH 10KA3aTeJbCTB 5)

. PexomennoBano nanuentaM ¢ I'b, mporekaromux ¢ MopaxeHUEM CKEIETHOW MYCKYlaTyphl
MMpOBOAUTL HCCIICIOBAHUA (I)YHKLII/II/I BHCIHIHETO AbIXaHUA (HCCJ’ICI{OB&HI/IC HECIIPOBOLIMPOBAHHBIX

JIbIXaTeNbHBIX 00bEMOB U MOTOKOB) C LEIbI0 KOHTPOJIS JIETOYHOW (PYHKIIMH, KOTOpasi MOXKET OBbITh



HapylieHa BCJICICTBUE HOpaXEHU JbIXaTEIbHOMN MYCKYJIaTypBbI
[https://emedicine.medscape.com/article/1116574-overview].

YpoBenb yoeaureabHocTH pekoMeHaanun C (YpoBeHb J0CTOBEPHOCTH 10KA3aTeJbCTB 5)

2.5 UHble AMarHocTHYECKHe UCCIEI0BAHNSA

o PexoMeHI0BaHO TIPOBEICHUE MMYyHKIIMOHHONH OHOINCHMH TICYeHH C MOP(OIOTHYSCKIM
UCCIIeIOBAaHNEM OHomTara MpH OOCIEeIOBAaHWU JOMOJHHUTEIBHO TIO0 TMOKAa3aHUSAM C LEJNbIO
miuddepeHIraIbHON THarHOCTUKN M YTOYHEHHS cTaann (UOpo3a B COMHUTEIbHBIX caydasx[17].
YpoBenb yoOenurtesbHOCTH pexkoMeHaauuu C (YpoBeHb 10CTOBEPHOCTH 0Ka3aTelbCTB 5)
KommenTapuu: ocobennocmoio mopghonocuieckoli Kapmunsl neweHu npu 2iukoeeHosol bonesnu la
MUna A61aemcsi MunuyHoe U3MeHeHue 2enamoyumos: OHU UMeIOm 6U0 «PACMUmMenbHbIXy» KIemox,
2paHuybl UX HemKue, UMeom UWMAMNOBAHHLIIL 6U0, ONMUYECKU HYCMYI0 YUMONIA3MY, UYACMO
BAKYOIUSUPOBAHHOE U CMeujeHHoe K nepugepuu s0po. B yumonnazme cenamoyumos nabirooaemcs
envlouamoe pacnpeoenenue 2IUKO2EHA, 4YACMO CKANIUBAIOWe20Cs 6 OONbUWUX KOJIUYecmeax.
Intukozen @vlAgAemcs HepeOKo U 6 6aKyONUUPOBAHHBIX A0pax cenamoyumos. Hapsady ¢ smum
ommeyaemcs  8blpAddCeHHAsl Oenkogas  (6n10mMb 00  B8AKVOIBHOU), a maxdce MeaKo- U
KPYNHOKANENbHASL  JHCUPOBAsL  OUCMPODUs  2enamoyumod ¢ Ux HeKpooOuo3om U HeKPO30M.
Pemuxynunosvie u KoLlaceHOB8ble B0IOKHA, PA3PACMAACL HA Mecme 2ubeiu 2enamoyumos,
obpasylom ozpaHuyeHHvle QUOPO3HbIE OUANCKU 6 OO0IbKAX, HAOMO0Aemcs: «KANULIAPUIAYUSLY
cumycoudos ¢ nociedyloueti obaumepayuell ux npoceema. Bocnanumenvuvie uszmenenus auoo
omcymcemeyom, JIub0  OmMeuaemcs He3HAYUMeNbHAas, NPeuUMyueCmeeHHo MOHOHYKIEAPHAsL
UHGUILMPAYyUsL NOPMATLHBIX MPAKMOS8, UX GuUOpPo3Uposanue ¢ paspacmanuem COeOUHUMeIbHOU
MKAHU U BHEOPEeHUEeM Cenm 8 NAPeHXUM) OpeaHd, 4mo 6eoem K nepecmpoliKe e20 apXumeKmoHUuKuU.
Bosmoorcno pazeumue yupposa ¢ popmuposanuem «0HCHbIX» NeUeHOUHbIX OO0JIEK.

Ilpu I'b 1l muna mopgonocuueckue usmerenuss neueHu 6 yeiom cxoousvl ¢ maxogvimu npu I'B 1
Muna, 0OHAKo GblpadicenHas 6enKkosas oucmpoghus kiemok npeooradaem Hao Hcuposoi. OOviuHO
uUMeemcs, nepunopmaibHblil. U/UIU CenmanvHulil Quopo3, a uHo20a U MUKPOHOOVIAPHbIUL YUPPO3
neuenu, Ymo, 03MONCHO, CEAZAHO C HAKONIEHUEM AHOMANIbHO20 KOPOMKOYENOUeuHO20 2IUKO2EH .
Ilpu I'b IV muna xapaxmepHvim MOp@onocutieckum nPU3HaAKOM AGNAEMCsA HATUYUe 8 Yumoniasme
2enamoyumos ceema0-303UHOPDUILHbIX BKIIOUEHULl OKPY2I0U, 08ANbHOU U 00008UOHOU popmbl C
onmuyecku nycmoim 0000kom no nepugepuu, PAS-nozumuenvix, ycmouuusvbix Kk amunaze (m.H.
2nuKocenosvle meavya). Ipu smom Haubonee yacmo ommeuaemcs Yyuppomuieckdas mpaHchopmayus
neuenu. Ilpu 31eKMpPoHHOU MUKPOCKONUU OOHAPYHCUBAIOM HAKONJEHUe AMULONEKMUHONOO0OHO20

eeuecnied Kak 6 Hel:ipUHaX, makxK u 6 Mblule4YHblX 60JIOKHAX.



Ilpu I'B V1 u |X munos cucmonamonozuyeckas KapmuHa neweHu 8 yeiom cxoona ¢ maxkosou npu I u
11l mune 3a6onesanus. Oonaxo berkosas oucmpodus cenamoyumos npeodadaem Hao HcUpogoll, a
CMENneHb UX 6blPpAINCERHOCMU HEBLICOKAAL. 3ad)uKCMp06aHbl cuydau UHMEHCUBHOU l’lOpmaJZbHOZZ u
BHYMPUOONLKOBOU UHGUILMPAYUU MENCYMOUHOU MKAHU NeUeHU NPeUMyUecCmeeHHO TUMPBOUOHBIMU
anemenmamu. Puopos 06bIYHO YMEPEHHbIU, HO ONUCAHBL CIYHAU YUPPO3a neveru, ocobernno npu IXc
mune [44, 45].

o PCKOMGH,Z[OBaHO IMPOBEACHUEC MCAUKO-ITCHECTHYECKOI'O KOHCYJIbTUPOBAHHA (KOHC}’J’IBTaHI/Iﬂ
Bpada-r eHeTI/IKa) npu JUArHoOCTUKEC W BCACHHUH ITalUCHTA C FB, a TaKKC IpHu INIaHUPOBAHUUN
MOCJICYIONIUX JCTOPOXKJICHUNW B OTATOIICHHBIX CEeMbsAX. [Ipr HEOOXOAMMOCTH - TIPOBEICHHE
[IPEeHATAILHON AMArHOCTHKH WM MPEHMILIAHTAIMOHHOW I'eHEeTHYecKo# muarHoctuku [Adam MP,
Ardinger HH, Pagon RA, et al., editors. Seattle (WA): University of Washington, Seattle; 1993-2020
https://www.ncbi.nlm.nih.gov/books/NBK26372/ Deeksha S Bali, PhD, Yuan-Tsong Chen, MD,
PhD, Stephanie Austin, MS, MA, CGC, and Jennifer L Goldstein, PhD, MS, CGC Glycogen Storage
Disease Type l.https://www.ncbi.nlm.nih.gov/books/NBK1312, Adam MP, Ardinger HH, Pagon RA,
et al., editors. Seattle (WA): University of Washington, Seattle; 1993-2020 Glycogen Storage
Disease Type IV https://www.ncbi.nIm.nih.gov/books/NBK115333/ Kishnani PS, Goldstein J, Austin
SL, Arn P, Bachrach B, Bali DS, Chung WK, El-Gharbawy A, Brown LM, Kahler S, Pendyal S,
Ross KM, Tsilianidis L, Weinstein DA, Watson MS; ACMG Work Group on Diagnosis and

Management of Glycogen Storage Diseases Type VI and 1X. Genet Med. Diagnosis and management

of glycogen storage diseases type VI and IX: a clinical practice resource of the American College of
Medical Genetics and Genomics (ACMG) 2019 Apr;21(4):772-789,
https://www.ncbi.nlm.nih.gov/books/NBK 115333/,
https://emedicine.medscape.com/article/1116574-overview].

K‘oucyﬂbmauuu cneuuaaucmoes

° PexoMennoBano BexgeHue manueHToB ¢ ['b MymbTUAMCUMIUIMHADHOW  KOMAaHJIOH,
BKJ'IIO‘IaI-OHIGI\/'I CIICUAJIMCTOB: B COOTBCTCTBHUU C KIIMHHUYCCKUMH IMPOABICHHUAMU 3a001€BaHNsA npu
HepBI/I‘IHOfI JUArHOCTUKE W JUHAMHWYCCKOM Ha6J'IIOI[eHI/II/I opu HaJIUu4duun MMOKa3aHUil; Bpay-
neuaTp/Bpad-TepaneBT, Bpauy-T€HETHK, BPay-raCTPOIHTEPOJIOT, BPay-HEBPOJIOL, Bpad-HEPpOJIOr,
Bpavu-aAucCTOJIOT, MC,Z[I/II_II/IHCKI/Iﬁ IICUXOJIOT, Bpaq-KapI[Honor/Bpaq ,Z[CTCKI/Iﬁ KapauoJior, Bpay-
MyJIBMOHOJIOT, Bpayd-aJJIepOrojor-uMMYHOJIOT, a TakKe Bpay OO0IIel NMpakTHKU (CeMeNHBbIH Bpauy)
[17, Adam MP, Ardinger HH, Pagon RA, et al., editors. Seattle (WA): University of Washington,
Seattle; 1993-2020 https://www.ncbi.nim.nih.gov/books/NBK26372/ Deeksha S Bali, PhD, Yuan-
Tsong Chen, MD, PhD, Stephanie Austin, MS, MA, CGC, and Jennifer L Goldstein, PhD, MS, CGC
Glycogen Storage Disease Type I.https://www.ncbi.nlm.nih.gov/books/NBK1312, Adam MP,
Ardinger HH, Pagon RA, et al., editors, Seattle (WA): University of Washington, Seattle; 1993-2020


http://www.washington.edu/

Glycogen Storage Disease Type IV https://www.ncbi.nlm.nih.gov/books/NBK115333/,

https://emedicine.medscape.com/article/1116574-overview, Kishnani PS, Goldstein J, Austin SL,
Arn P, Bachrach B, Bali DS, Chung WK, El-Gharbawy A, Brown LM, Kahler S, Pendyal S, Ross
KM, Tsilianidis L, Weinstein DA, Watson MS; ACMG Work Group on Diagnosis and Management
of Glycogen Storage Diseases Type VI and IX. Genet Med. Diagnosis and management of glycogen

storage diseases type VI and IX: a clinical practice resource of the American College of Medical
Genetics and Genomics (ACMG) 2019 Apr;21(4):772-789].

YpoBenb yoeaurteabHocTH pekoMenaanun C (YpoBeHb 10CTOBEPHOCTH 10KA3aTENbCTB 5)

3. JqueHne, BRKJIIOYasi MCANKAMECHTO3HYIO H HEMEINKAMEHTO3HYI0 TEPaIrnuu,
AUETOTEPAIINIO, 066360J1HB3HH6, MECAUIMNHCKHUEC NTOKA3aHUA U IIPOTUBONIOKA3aHUSA
K IPUMEHCHHUIO METOAO0B JICUCHUA

Cneyughuuecxkoe neuenue I'B 0o nacmosweeo epemeHu He pazpabomarno. OCHOBHVIM GUOOM
NAMO2eHeMU4eckol mepanuu  s6ISAemcs PedcuM NUmaunus u Ouemd, HANPAGIeHHble Hd
npeoynpesicoeHue u  00opbby ¢  eunocnukemueu, MemadoOIUyecKuM — ayudo30M, Kemo30M,
aunepaunuoemuell, KOppeKyuio HapyuleHuti @QYHKYUOHANbHO20 COCMOSIHUAL — 2eNamoOUIUAPHOU

cucmemnsl u cheﬂyaOVHO'KHWQHHOZO mpaxkma.

3.1 KoncepBaTuBHOE JIeUEeHHE

Hpu yciaosuu ao0exeamHoll ()uemomepanuu 603MOINCHO MUHUMU3UPOBAMb Memabonuyeckue
HAPpYUleHuUs, C6A3AHHblE C NMeYeHUuem 60]Z€3HH, a makoice CHU3Uumbv puck paseumus omcpo4eHHbIX
ocnoorcrenutl. Coomuouienue OCHOGHBIX nuujesvlx eeujecme 6 numaHuu bonbHbIX C pasiudrvimu
munamu 2jiuKocero3d OomiudiHo om maxKkoeozo y 300p06blx Ooemell U3-3a NOGLIUIEHUSA CanpﬂfCClHuﬂ

yeﬂeeodoe U OenKa u CHUNCEeHUs 00U HCUBOMHO20 aHcupa.

3.1.1 /luemomepanusn npu znuxozenogoit 6onesnu I, I11, VI u IX munos

° B cBA3M CcO CKJIOHHOCTBIO NanueHTOB C TJHUKOICHO3aMHW K pPA3BUTHUIO anuao3a U
THIICPIIAKTATEMHUH PEKOMCHIAOBAHO OI'PAHUYMBATH UJIHU IMOJIHOCTBIO UCKJIHOYATh U3 palfiOHa caxapo3y
(nuieBoil caxap), ppykTO3y M ranakTosy, T.K. 3TH caxapa y namnueHtroB ¢ ['b oOmeHuBaroTcs He 10
TJIIOKO3BI, KaK Y 3JI0OPOBBIX, a J0 JIAKTaTa, YTO MOKET yCyryousTh yakrtaramuno3 [39, 19, 46, 48,
Kishnani PS, Goldstein J, Austin SL, Arn P, Bachrach B, Bali DS, Chung WK, EI-Gharbawy A,
Brown LM, Kahler S, Pendyal S, Ross KM, Tsilianidis L, Weinstein DA, Watson MS; ACMG Work
Group on Diagnosis and Management of Glycogen Storage Diseases Type VI and IX. Genet Med.
Diagnosis and management of glycogen storage diseases type VI and IX: a clinical practice resource
of the American College of Medical Genetics and Genomics (ACMG) 2019 Apr;21(4):772-789].


https://www.ncbi.nlm.nih.gov/books/NBK115333/
https://emedicine.medscape.com/article/1116574-overview

YpoBenb yoeauteabHOCTH pekoMeHaanun C (YpoBeHb 10CTOBEPHOCTH A10KA3aTENbCTB 5)
KommenTapum: coodeporcanue neckoyceaugaemvix yeneo0os cocmasigem 5—20% om obwezo
CYMOYHO20 KOIUYECmEa Yy21e60008 NUWU, NPEUMyuecmeeHHo 3a cuem 2nioko3vl — 6 cpeonem 40-80

2 2lII0KO03bl 6 Cyni.

eBBuny ocobenHocTteit  Meraboiu3Ma Opud  paIMyHBIX  Buaax b pexomeHmoBaHO
MIPEUMYIIECTBEHHOE YBeIU4YeHHE oTpedienus yrineBoaoB (I tum) uinu sxuBotHoro 6enka (111, VI u
IX Tumner) [39,46,47,19, Kishnani PS, Goldstein J, Austin SL, Arn P, Bachrach B, Bali DS, Chung
WK, El-Gharbawy A, Brown LM, Kahler S, Pendyal S, Ross KM, Tsilianidis L, Weinstein DA,
Watson MS; ACMG Work Group on Diagnosis and Management of Glycogen Storage Diseases
Type VI and IX. Genet Med. Diagnosis and management of glycogen storage diseases type VI and
IX: a clinical practice resource of the American College of Medical Genetics and Genomics
(ACMG) 2019 Apr;21(4):772-789].

Yposenb yoeaureabHocTH pekoMeHaanuu C (YpoBeHb J0CTOBEPHOCTH 10KA3aTeJbCTB 5)

KommenTapuu: crusicenue codepaicanus dcupa 8 ie4eOHbIX Ouemax HAnpaeieHo Ha KOPPeKyuro

UMEIoWUXCsl HapYWeHUl TUNUOHO20 0OMeHNa.

K coorcanenuro, agpgpexmusrnocms Ouemomepanuu 3a4acmyro CHUMCEHA U3-30 MO20, YMO NAYUEHMbL

yacmo Hapywatom ee [41].

J PexomennoBana, ocobenHo i manueHToB ¢ | Tunom I'b, opranuszanus qpoOHOTo MUTaHUS C

PaBHOMEPHBIM PACIIPEJECICHUEM JIETKOPACTBOPUMBIX YIJIEBOAOB B TEUEHHUE CYTOK € LEJBIO

nojiiepanust Hopmoriukemun [39,46,47].

Yposenn yoeaurteabHocTu pekoMenaannu C (YpoBeHb 10CTOBEPHOCTH 0Ka3aTebCTB 5)

KommenTapuu: ¢ smoii yenvto Konuuecmso npuemog nuwu yeeiuyuearom 00 6—8 pas 6 OeHb

(éxntouasn panuuil 3aempax 6 6—7.00 u nozonuil yocur 6 22.00), umo nossoisem noooepiucusams

HOPMO2NTUKEMUTO.

Ilpu konyenmpayuu enoKo3vl Hudxce 2,5 MMOAb/I OONOTHUMENbHO 88005M 1—2 HOUHBIX KOPMIEHUSL.

o PekoMeHI0BaHO Ha3HAYEHUE CBIPOTO KYKYPY3HOrO Kpaxmaja, HMEIOIIEro CBOMCTBO

MEJIEHHO M HETPEPbIBHO PACHICTIATHCS MOJ JEHCTBHEM MaHKPEaTHYeCKOW aMuiasbl 10 TIHOKO3bI,

YTO MO3BOJIIET OOOWTUCH 0€3 YacTOro KpyrjioCyTOYHOIO KOPMJIEHHS, JOCTHYb M MOAJIEP’KUBAThH

yJIOBJICTBOPUTEIBHYIO KOHIICHTPAIUIO TITFOKO03bI B KpoBH [39, 46].

Yposenb yoeaurteabHocTH pekoMenaanun C (YpoBeHb 10CTOBEPHOCTH A10Ka3aTEJNbCTB 5)

KommenTapuu: 6 ceiasu ¢ ocobeHHoCmAMU MONEKYIAPHO20 CMPOEHUsl, YCBOeHUe 2NIOKO3bl U3

KVKYPY3HO20 Kpaxmana eviuie, yem u3 kapmogheavnozo. Ilepgvie nonvlmxu ucnoib308aHus cblpo2o

KVKYPY3HO20 Kpaxmana npeonpunumarom K kouyy 1-2o 2ooa srcusnu pebenxa. Kpaxman cmewusarom

C 60()011, 6e3fzal<mo3Hbmu/6e3caxapo3ubm/zu cmecAmu, coesbimM MOJIOKOM Uiu C ()pyeu/wu Hanumkamu,



He codepicawuMu caxapa, Komopvle noiyiaem pebenok. [[ns maadenyes u Oemeu paHHe20
gozpacma yenesas 003d KyKypy3HO20 Kpaxmaia cocmasnsem nopsaoka 1,6 z/ke (kaxcovie 3—4 wu,
BKNIIOYASL HOYUHOU npuem), a 05l NaYyueHmos, O0CMUSUUX WKOTbHO20 803pACmA, OHA 803pacmaem 00
1,7-2,5 a/ke (kasicovie 4-6 u) [46, 48].

Ilpumenenue kpaxmana noseonsiem  O0OCMUYbL U NOOOEPIHCUBAMb  YOOBIEMEOPUMENLHYIO
KOHYEHMpAayuio 210Ko3bl 8 Kposu 8 cpednem Ha npomsidcenuu 4,25 y (Ouanazon om 2,5 0o 6 u). Ilpu
OCYWecmeneHuy pe2yiapHo20 KOHMPOIs 2MUKEMUU MONACEN CHUSUMbCA CMeENneHb 6061e4eHHOCmU
no4ex 8 namoio2udecKull npoyecc.

o [Ipu nuerorepanmyuyl TIMKOTEHO30B PEKOMEHIOBAHO COONIOACHHE OMNPEICICHHOTO pPEXUMa
MUTAaHUS C PErYISPHBIMU TpUEeMaMU MUIIM C LEelbl0 MOJJEpXKaHUS YPOBHS TJIIOKO3bl Ha
JOCTaTOYHOM YPOBHE U MpenyIpexaeHus runoriukemun [39,46].

YpoBens yoenuteabHocTH pekoMenaauun C (YpoBeHb 10CTOBEPHOCTH /10KA3aTeIbCTB 5)
KommenTapuu: nepsviti npuem nuwu, Kax npasuno, HasHadarom ua 5-6.00 ympa, on mooicem
coCmosams U3 Kauil, OMEApHOU eepMuulent, uds ¢ 2M0K030U, oanee Cledyiom OCHOBHOU U 2-Ui
3aempak, 06ed, nordHuK, yoicun. Ilocneonuii npuem nuwu npuxooumcs va 22-23.00 u, cocmoum
2Na8HbIM 00pasom uz Kegupa u obezdxcupenno2o meopoea. B 24 u u npu nHeobX00umMocmu HOYbH0
o0arom KyKypy3Hbulll Kpaxmal.

CpedHecymquble HOPpMbl l’lOI’I’lpe6HOCI’I’lM 6 nuujesvblx eeujecmeax u IHepcuu Oemeil ¢ yacmo
scmpeyarowumucs munamu I'b npeocmasnenwt ¢ Ilpunosicenuu 12.

o B cBsi3u ¢ BhIpaKEHHBIMU HapyIICHUSIMU (YHKIIMH TIEYCHHU U KEITYSOTEICHUS MallueHTaM C
I'b pexoMeHI0BaHO Ha3Ha4YaTh WHAVBUIAYAJIBHYIO JUETYy, JIMIIEHHYK) HOKCTPAKTHBHBIX BEIIECTB,
IIPpOAYKTOB, oorarteix 3(1)I/IpHI)IMI/I MacjlaMM W OPraHUYCCKMMHU KHCJIOTaMH, KHUPHBIX, OCTPBIX H
npsiHbix Omox, npunpas [19,39,46, Kishnani PS, Goldstein J, Austin SL, Arn P, Bachrach B, Bali
DS, Chung WK, El-Gharbawy A, Brown LM, Kahler S, Pendyal S, Ross KM, Tsilianidis L,
Weinstein DA, Watson MS; ACMG Work Group on Diagnosis and Management of Glycogen
Storage Diseases Type VI and IX. Genet Med. Diagnosis and management of glycogen storage
diseases type VI and IX: a clinical practice resource of the American College of Medical Genetics
and Genomics (ACMG) 2019 Apr;21(4):772-789 ].

YpoBenb yoeaureabHocTH pekoMeHaanun C (YpoBeHb J0CTOBEPHOCTH 10KA3aTeJbCTB 5)

o PexoMeHI0BaHO MCKIIIOUUTH KUPOBBIE MPOAYKTHI (CIMBOYHOE M TOIIEHOE MAclio, CMETaHa,
CIIMBKH), OOTaThIi XOJICCTEPUHOM SIMYHBINA O€JNOK, KOHIUTEPCKHUE H3JACIUS C KPEMOM, MArKas
cnobnas Beimeuka [19,39,46, 48, Kishnani PS, Goldstein J, Austin SL, Arn P, Bachrach B, Bali DS,
Chung WK, El-Gharbawy A, Brown LM, Kahler S, Pendyal S, Ross KM, Tsilianidis L, Weinstein
DA, Watson MS; ACMG Work Group on Diagnosis and Management of Glycogen Storage Diseases
Type VI and 1X. Genet Med. Diagnosis and management of glycogen storage diseases type VI and



IX: a clinical practice resource of the American College of Medical Genetics and Genomics (ACMG)
2019 Apr;21(4):772-789].

YpoBenb yoeaureabHocTH pekoMeHaanuu C (YpoBeHb 10CTOBEPHOCTH /10KA3aTEJIbCTB 5).

° PekomMeH10BaHO OTrpaHUYMBATH WJIM HUCKIIOYaTh NPOIYKTHI, cojaepkamme (pykroly u
raJlakTOo3y: HPIIHGBOP'I caxap, HCJIbHOEC MOJIOKO M €ro IpOMu3BOJHBIC, COACPKAIIUC MOJIOYHBIHA caxap
(;mrakTo3y), (pykThl (CBEXHE U CYIICHBIC), KOPHEIUIOABI, IIMHWHAT, IIaBeJb, BCE CIAJKHC
KOHAUTCPCKUC U3ACIHA, IIJIOAOOBOHIHBIC KOHICHTPUPOBAHHLIC COKH, (l)pyKTOBLIC BOJAbBI, MCAO,
BapeHbE, CUPOIIBI, KOH(DETHI, a TAK)KE HEKOTOPbIE MEIMKaMEHTHI, cojepxarnue caxap [19,39,46, 48,
Kishnani PS, Goldstein J, Austin SL, Arn P, Bachrach B, Bali DS, Chung WK, EI-Gharbawy A,
Brown LM, Kahler S, Pendyal S, Ross KM, Tsilianidis L, Weinstein DA, Watson MS; ACMG Work
Group on Diagnosis and Management of Glycogen Storage Diseases Type VI and I1X. Genet Med.
Diagnosis and management of glycogen storage diseases type VI and IX: a clinical practice resource
of the American College of Medical Genetics and Genomics (ACMG) 2019 Apr;21(4):772-789].

Yposens yoenureabHocTH pekoMenganuu C (YpoBeHb J0CTOBEPHOCTH 10KA3aTeJbCTB 5)

] Jns npenynpexxaeHus pa3BUTHS KEToalU03a naueHTtam ¢ I'b pekoMeHA0BaHO MCKIIOYUTD
IIPOAYKTHI, oorarnie CPCAHCHCIIOYCYHbIMU TPHUITIMLICPpUIaMU (KOKOCOBOG Macjio, HCKOTOPLIC
CTeIUAIM3UPOBAHHBIC CMECH JUIsl dHTepanbHoro mutanus) [19,39,46, Kishnani PS, Goldstein J,
Austin SL, Arn P, Bachrach B, Bali DS, Chung WK, EI-Gharbawy A, Brown LM, Kahler S, Pendyal
S, Ross KM, Tsilianidis L, Weinstein DA, Watson MS; ACMG Work Group on Diagnosis and
Management of Glycogen Storage Diseases Type VI and 1X. Genet Med. Diagnosis and management
of glycogen storage diseases type VI and 1X: a clinical practice resource of the American College of
Medical Genetics and Genomics (ACMG) 2019 Apr;21(4):772-789].

Yposenb yoeaureabHocTH pekoMenaanun C (YpoBeHb J0CTOBEPHOCTH 10KA3aTeJbCTB 5)

. PexomenoBanbl nanuentaMm ¢ I'b HexxupHbIE copTa Msica U pbIObI, BCE KPYIIbl, MAKapOHHbBIE
W3JIeusl, SUYHBIN OeNoK, MOJOKO, Kedup, Heclaikue HOTYpThl KHpPHOCThIO He Oomee 1,5%,
00€3KMPEHHBIII TBOPOT, HEOCTPBIH CBHIp XKHUPHOCTHIO 5-10%, MoaCyIIEHHBIN NIIEHUYHBIA XJ1e0,
CYXHE€ HCCIIAAKUC TaJICThI, CJIaA0CTH, IPUTOTOBJICHHBIC HA I'NIFOKO3E, (bpYKTLI " OBOIIH, COACPKAIIUC
CPaBHUTEIHHO HEOOJIBIIOE KOJUIECTBO (PYKTO3BI (JIMMOH, 3€JCHbIC SOJOKH, KIFOKBA, 3€MJISTHHKA,
obnenuxa, kaprodenp), Bce BUABI KamycThl (O€lOKaYaHHYHO — YMEPEHHO), OTypIbl, TOMAaThI
(OI‘paHI/IquHO), TBIKBA, Ka6aq01<, IIaTUCCOHBEI, GaKHa)KaHBI, HYK-HOpCﬁ, oropozaHas 3CJICHb
(orpannueHHO), PPYKTOBBIE COKH, pa3daBicHHbIC Ha 1/2 KUNsTUeHOW BOIOM, HEKPEIKHUI Yail, OTBaphI
U MOpCHI, TMPUTOTOBJIEHHBIE W3 Pa3peIICHHBIX (QPYKTOB M sroj ¢ J00aBICHUEM TIIFOKO3BI,
PaCTUTCIILHOC MaAcCJio (HOIICOJ'IHC‘{HOG, KYKYPY3HOC, JIbHAHOC, COCBOC, pPAIICOBOC, TBIKBGHHOC) B

KonuyecTBe 3-4 4.1 B JICHb (I00aBJIATH HEMocpencTBeHHO B Omoaa) [19,39,46, 48, Kishnani PS,



Goldstein J, Austin SL, Arn P, Bachrach B, Bali DS, Chung WK, EI-Gharbawy A, Brown LM,
Kahler S, Pendyal S, Ross KM, Tsilianidis L, Weinstein DA, Watson MS; ACMG Work Group on
Diagnosis and Management of Glycogen Storage Diseases Type VI and IX. Genet Med. Diagnosis
and management of glycogen storage diseases type VI and IX: a clinical practice resource of the
American College of Medical Genetics and Genomics (ACMG) 2019 Apr;21(4):772-789].

YpoBensb yoeaureabHocTH pekoMeHaanuu C (YpoBeHb J0CTOBEPHOCTH 10KA3aTeJbCTB 5)

J Hetsm ¢ | tunom I'b pekomeHnoBaHo mprUMeHEHUE HU3KO - M OE3JIaKTO3HBIX cMecel s
nuTaHus Aeted 1 roxa KM3HM HA MOJIOYHOW M COEBOM OCHOBE, CMECHU JUIsl SHTEPAIBbHOIO MHUTAHUS,
JIUIICHHBIE JIAKTO3bl U HE COZAEpIKalllie CPEAHELCTIOYEYHBIX TPUTIUIEPUIOB C LENbIO MOAIePKaHUs
YPOBHS TJIFOKO3bI Ha JIOCTATOYHOM YPOBHE M ITPEAYIIPEkKaeHUs KeToaruo3a [39,46, 48].

Yposens yoenurteabHocTu pekoMenaanuu C (YpoBeHb J0CTOBEPHOCTH 10Ka3aTeIbCTB 5)

. [Tpunuumne! neyebnoro nutanus npu I'b |1l Tuma pexkomennoBaHbl Takue ke Kak mpu 00JIe3HU
| Tuma, HO MOCKOJBKY TEHJEHIMSA K TUIOIIMKEMHHW MEHEE BBIpAaXKEHa, TO IS TOAJACpKAHUS
HOPMaJIbHOTO COJIEP>KAaHHUS TJIFOKO3bl B KPOBH B HOYHOE BPEMs JJOCTaTOYHO HCIIOJIb30BAHUS CHIPOTO
KyKYpY3HOT'O KpaxMaJia ¢ IeJIbI0 MoAepkaHus HopMorukemun [19,46, 47].

Yposenb yoeaureabHocTH pekoMenaanuu C (YpoBeHb J0CTOBEPHOCTH 10KA3aTeJbCTB 5)
KommenrTapuu: maxum obpazom, ouema npu eauxozcenoze muna |l menee pecmpuxmuena, u
ocpaHuvenus caxapa npu Heu 3adacmylo He mpebyemcs. Paspewaemcs maxowce npumenenue 6
payuone numanus 2pyoHo20 MOJIOKA, CIMAHOAPMHBIX e20 3aMeHumenell Uil cmecell ¢ noGblULeHHbIM
cooepoicanuem  bOenka. Ilockonbky nuwegvle OenKu — CAYHCAM  UCMOYHUKOM — AMUHOKUCIIOM,
ABIAIOWUXCSL  CYOCMPAmom  2NI0OKOHeo2eHe3d, ux nompebaeHue cnocoocmeyem YMeHbUIeHUIO
Vene800HOU HA2PY3KU (HOMEHYUAIbHO NPUBOOAWEU K PA3BUMUIO SUNO2TUKeMUU U TaKmamayuoosa),
a npu 1l mune — u ynyuwenuro mviuweyno2o obmena benxa.

J [TocTossHHOE UWHTparacTpaJbHOE TIHWTAaHUE TPU TSHKEIOM TeueHUW 3al0osieBaHUA U
HECTaOUITPHOW HOPMOTJIMKEMHUHPEKOMEHJOBAHO OCYIIECTBISATH IYyTEM 30HJOBOTO BBEICHUS
MUATATEIbHBIX CMECE B HOYHOE BpPEMsI, C aHAJIOTMYHOW LIEJIbI0 MOTYT HCIOJIb30BaThCS PACTBOPHI
JEKCTPO3BI** (MpU yCIOBHH MEIJICHHOTO M KOHTPOJIMPYEMOTO MOCTYIUIeHHs B opranusm). [19,39,41,
46, Kishnani PS, Goldstein J, Austin SL, Arn P, Bachrach B, Bali DS, Chung WK, El-Gharbawy A,
Brown LM, Kahler S, Pendyal S, Ross KM, Tsilianidis L, Weinstein DA, Watson MS; ACMG Work
Group on Diagnosis and Management of Glycogen Storage Diseases Type VI and 1X. Genet Med.
Diagnosis and management of glycogen storage diseases type V1 and IX: a clinical practice resource
of the American College of Medical Genetics and Genomics (ACMG) 2019 Apr;21(4):772-789].

YpoBensb yoeaureabHocTH pekoMeHaanun C (YpoBeHb J0CTOBEPHOCTH J0KA3ATEJIbCTB 5)



KommenTapuu: unmencusnocms nocmynjieHusi nUmMamenvHol cmecu Onpeoensemcs CKOPOCHIbIO
Quzuonocuteckol npoOYKyulu 2n0Ko3bl NEYeHbl0: 8 MIAOEHYeCKOM 803pacme OHA COCMmAasiisem
npumepro 8—10 me enroxozvi/ke 6 MuH.

3.1.2 Meoukamenmo3naa mepanus

o PekoMeHOBaHO TMPUMEHEHHE BUTAMHHOB, MUHEPAIbHBIX BEHIECTB W BHTaMHUHHO-
MUHEPAJIBbHBIX KOMIUIEKCOB OOYCIIOBICHOE MPEUMYIIECTBEHHO ACPHUIIMTAPHOCTHIO PECTPUKTUBHBIX
TUET 1O Psy MUKPOHYTpUEHTOB (ocoOeHHO mpu | Tume 3aboneBaHus) ¢ LEIbIO BOCHOTHEHHS
nedurTa ¥ OACPIKaHUS aICKBATHOrO HYTpUTUBHOTO cTaryca [19,39,40, 46].

YpoBenb yoeauteabHocTH pekoMenaanun C (YpoBeHb 10CTOBEPHOCTH 10KA3aTENbCTB 5)
KommenTapuu: yenecoobpasnocms npumenenuss mex Uil UHbIX GUMAMUHHBIX HNPEenapamos,
nuwujeblx 000a80K ¢ COOepI’CaHUueM MUHEPATbHbIX 6eujecms Ul GUMAMUHHO-MUHEPATbHBIX
KOMNJIEKCO8 ONpeoeisiemcsl 1edaujum 8paioMm.

Hayuenmam ¢ I'B I, Il muna nasuauaromces rxonexanvyughepon™*, speoxanvyughepon, npenapamot
Kanoyus (kanoyusi eauyepogocgam, Kanibyus earOKOHam>** u  0p.) uiu KOMOUHUPOBAHHbIE
npenapamul (Konexanvyughepon+ranvyus xapbonam,).

Hayuenmam ¢ I'B 10 u netimponenueti nasnauenue eumamuna E (Oemsm ¢ 5 nem — 600me/cym,
gspocavim 900 me/cym) 6 meuenue 00H020 200a CROCOOCMBYem NOBLIUEHUIO YPOBHSL HEUMPODULO8 U
ymeHnvutenuto wacmomsl ungexyuonnvix 3abonesanuti [Melis D, Della Casa R, Parini R, Rigoldi M,
Cacciapuoti C, Marcolongo P, Benedetti A, Gaudieri V, Andria G, Parenti G. Vitamin E
supplementation improves neutropenia and reduces the frequency of infections in patients with
glycogen storage disease type 1b. Eur J Pediatr. 2009 Sep;168(9):1069-74].

Hayuenmam ¢ I'b I u, npu neobxooumocmu, ¢ I'B IIl muna moeym Ovime Ha3Ha4eHbl GUMAMUHO-
MUHEPAIbHblEe KOMNIEKChbl (NOIUBUMAMUHBL, NOTUSUMAMUHbI+MuHepansl) [19,39].

Hayuenmam ¢ I'b ¢ pecmpuxmusnvimu ouemamu (Hanpumep, npu I mune) modxxcem nompeboeamucs
HA3HaveHue npenapamoes xcenesd (... ... .... ) w/unu yuanoxkobanamurna™* u/unu gonuesoii kuciomor **,
Hayuenmam ¢ eapuanmamu I'b, npomexarowumu ¢ nopadxicenuem mviueunou mranu (V,VILVILIX)
nasnavaemcs #nupuooxcun™* [Hicks J, Wartchow E, Mierau G. Glycogen storage diseases: a brief
review and update on clinical features, genetic abnormalities, pathologic features, and treatment.
Ultrastruct Pathol. 2011 Oct;35(5):183-96].

Ilpu opyeux ¢opmax I'B pewenue o HaA3HAUEHUU BUMAMUHOS U MUHEPANIO8 peuaemcs 6

UHOUBUOYATILHOM NOPsIOKe

L4 B kxoMIIIeKCHOM JIeUeHUH OOMEHHBIX Hapy’I_HCHI/Iﬁ npu I'b ¢ nedyeHoYHOI HETOCTAaTOYHOCTHIO
PCKOMCHAOBAHO BBCICHHC KOKap6OKCI/IJIaBBI, C ICJIbIO CIIOCOOCTBOBAHUS 06pa3013aH1/1}0 aI_II/IJ'I-KOA,

PETYJISIMK YIIIEBOAHOTO OOMEHA M YMEHBIIICHHUS JTakTaT-anua03a [40, 46].



YpoBenb yoeaurteabHocTH pekoMenaanun C (YpoBeHb 10CTOBEPHOCTH J0KA3aTEIbCTB 5)

J [Ipu neduumrte xapuuthHa namueHTam ¢ ['b pekoMmeHgoBaHa 3amecTUTENbHAs Tepamus
JICBOKApPHUTHUHOM c JieueOHoit nenbto [Adeva-Andany MM, Calvo-Castro I, Fernandez-Fernandez C,
Donapetry-Garcia C, Pedre-Pifieiro AM. Significance of 1-carnitine for human health. IUBMB Life.
2017 Aug;69(8):578-59].

YpoBenb yoeaurteabHocTH pekoMenaanun C (YpoBeHb 10CTOBEPHOCTH A10KA3aTENbCTB 5)

J [Tpu BTOpHuHBIX ocnoxHeHusx ['b (BTopuuHble TyOynomaTtuu, MEYCHOYHbIE U OWIIMApHbBIC
TUCOYHKIMK U Jp.) PEKOMEHJIOBaHa KOPPEKUHs TYOYyJIspHBIX pPAacCTPOMCTB, OCTEOINOpo3a,
YCTpaHEHHE 3aCTOMHBIX SIBJICHUH B JKETYHOM My3bIpe (PEKOMEHIOBAHO MPUMEHEHHUE >KEeTYETOHHBIX
MpemapaToB, TMOBBINICHUE JBAKyaTOPHOH (YHKIUU IKETYHOTO Iy3BIpsi), PEKOMEHJOBAHO
Ha3HAYaeHHE IemaTonpPOTEKTOPOB, JIUITOTPOIHBIX BemecTna [40, 48].

Yposens yoeaureabHocTH pekoMeHaanuu C (YpoBeHb J0CTOBEPHOCTH 10KA3aTeJbCTB 5)

. [Ipr BO3HMKHOBEHUH META0OJIMYECKOTO allM03a PEKOMEHJIOBAHO BHYTPHUBCHHOC BBEIICHHE
ICJIOYHBIX PACTBOPOB HATPUs TUAPOKAPOOHATA*™ C IIETbI0 KOPPEKIIMHA META0OIMTHBIX HAPYIICHUH
[Nirzar S. Parikh; Rajni Ahlawat.Glycogen Storage Disease Type | StatPearls [Internet].Treasure
Island (FL): StatPearls Publishing; 2020 Jan,17].

KomMmeHnTapuu: 6 ciyuae pazsumus ayuooza HeoOX00UMO 68edeHue pacmeopa HATPpUs

ruapokapoonara** (1-2 mmonsv/ke 6 cym 6 4 npuema) unu yumpama xanus (5-10 MEO kasicovie 8-12

y).

o C aHTHHpOTeHHyqueCKOﬁ LOCJIBbO U Ui MPEAOTBpAICHUSA YXYAHICHUSA (I)YHKI_[I/II/I IIOYCK
pekomeHnoBaHO mnamueHTaM ¢ I'B ¢ mopakeHMeM IMOYeK HCHOJb30BAHWE HMHTUOMTOPOB
aHTMOTEH3MHIpEBpaliammero (epmenta (Hampumep, KanTOOPUI™™, paMUIpwil H Jp) WIH
AHTArOHKUCTOB perentopoB anruorensuHa |l (Hampumep, Bancapran u 1p.) [26, Ozen H, Ciliv G,
Kogak N, Saltik IN, Yiice A, Giirakan F. Short-term effect of captopril on microalbuminuria in
children with glycogen storage disease type la. J Inherit Metab Dis. 2000 Jul;23(5):459-63. doi:
10.1023/a:1005608113270. PMID: 10947200, Bali DS, Chen YT, Austin S, Goldstein JL. Glycogen
Storage Disease Type I. 2006 Apr 19 [updated 2016 Aug 25]. In: Adam MP, Ardinger HH, Pagon
RA, Wallace SE, Bean LJH, Stephens K, Amemiya A, editors. GeneReviews® [Internet]. Seattle
(WA): University of Washington, Seattle; 1993-2020. PMID: 20301489,
https://emedicine.medscape.com/article/1116574-overview, Quinlivan R, Martinuzzi A, Schoser B.

Pharmacological and nutritional treatment for McArdle disease (Glycogen Storage Disease type V).
Cochrane Database Syst Rev. 2014 Nov 12;2014(11):CD003458. doi:
10.1002/14651858.CD003458.pub5. PMID: 25391139; PMCID: PMC7173724, CopyMartinuzzi A,
Liava A, Trevisi E, Frare M, Tonon C, Malucelli E, Manners D, Kemp GJ, Testa C, Barbiroli B, Lodi


https://emedicine.medscape.com/article/1116574-overview

R. Randomized, placebo-controlled, double-blind pilot trial of ramipril in McArdle's disease. Muscle
Nerve. 2008 Mar;37(3):350-7, Kishnani PS, Austin SL, Abdenur JE, Arn P, Bali DS, Boney A,
Chung WK, Dagli Al, Dale D, Koeberl D, Somers MJ, Wechsler SB, Weinstein DA, Wolfsdorf JI,
Watson MS; American College of Medical Genetics and Genomics. Diagnosis and management of
glycogen storage disease type I: a practice guideline of the American College of Medical Genetics
and Genomics. Genet Med. 2014 Nov;16(11):e1].

YpoBenb yoeaureabHocTH pekoMeHaanun C (YpoBeHb J0CTOBEPHOCTH 10KA3aTeJbCTB 5)

. IIpn pa3BuUTUM THUNEPYPUKEMUU PEKOMEHAOBAHO IIPUMEHSATH aJIJIOHypI/IHOH** C ILEIBIO
Koppekiuu qanaoro cocrostaus (10 mr/kr B cyt, B 3 mpuema) [26].

YpoBenb yoeauteabHocTH pekoMenaanun C (YpoBeHb 10CTOBEPHOCTH 10KA3aTENbCTB 5)

o Ecmu KOHOCHTpalusl TPUITTHOCPHUAOB B CBIBOPOTKC KPOBH COXPAHACTCA BBIIIC 10 MMOJ'IB/J'I,
HCCMOTpPsS Ha JUCTOTCPAIIMIO, PCKOMCHIOBAHO HA3HAYCHHC IIPCIIapaTOB, CHUIKAIOIIUC HX ypOBeHb:
THIIOJIMITUIEMUYECKHE Tpenaparbl (HanmpuMmep, HUKOTMHOBas Kuciora, uHruOuropsl ['MI-KoA
penykrasbl (CTaTHHBI), GUOPATHI), YTOOBI YMEHBIIUTH PUCK PA3BUTHUS XOJCINUTHA3a M MAHKPEATHUTA
[17, 40, 48].

Yposenb yoeaureabHocTH pekoMeHaanuu C (YpoBeHb J0CTOBEPHOCTH 10KA3aTeJbCTB 5)

KOMMCHTapHH: 6bl60p npenapamoe 6 coomeenicmeuu ¢ 603pacniom nayuenma

. [Ipy HeHTponmeHUH PEKOMEHJO0BAHO Ha3HAYEHHE PEKOMOMHAHTHOTO T'PAHYIOUTAPHOTO
KoJloHuecTumynupymomiero dakropa yenoseka [pul -KC®] (I'-KC®D) ¢ menbto KOppeKIMU TaHHOTO
nposierenns (10 ypoas Boime 0,5-1,0x10%1) u cBs3anubIx ¢ HIM coctosamii [29, 30, 50, Wicker C,
Roda C, Perry A, Arnoux JB, Brassier A, Castelle M, Servais A, Donadieu J, Bouchereau J, Pigneur
B, Labrune P, Ruemmele FM, de Lonlay P. Infectious and digestive complications in glycogen
storage disease type Ib: Study of a French cohort. Mol Genet Metab Rep. 2020 Apr 9;23:100581].
YpoBens yoenurteabHocTu pekoMenaannu C (YpoBeHb 10CTOBEPHOCTH 10Ka3aTeIbCTB 5)
KommenTapuii: ucnonvsosanue I-KC® npu I'b muna b noszeonsem eoccmanoeums @ynxyuu
KPACHO20 KOCMHO20 MO032d, CKOPPEKMuUpo8ams HeumponeHuro, CHU3UMb CHeneHb maicecmu
OaKmepuanbHolX  UHQEKYUuti, BO0CNATUMETbHbIX USMEHEHUU  KUWeYHUKa U Memaboiudeckux
HapyweHutl, YIy4uue mem camviM npo2no3 sabonesanus. Hauanonaa 0oza 1 mxe/ke/cymku uepes
Oenw. /[numenvras mepanus I -KCD nposooumcs 6 0o3ze 5 mke/ke maccvl mena Ha UHbeKYuio 00 2-3-
x eseoenuti ¢ neo. [29, 30]. Hosy credyem nosviwams nocmenenno, npubIuzumenrvHo 4 2-
XHeOeNbHbIMU — UHMeP8anamu 00 OOCMUNCEHUs Yelego20 3HAYEeHUs AOCONOMHO20  HUCHd
netimpogunos om 6onee 500 0o 1 X 10%x. [Deeksha S Bali, PhD, Yuan-Tsong Chen, MD, PhD,
Stephanie Austin, MS, MA, CGC, and Jennifer L Goldstein, PhD, MS, CGC Glycogen Storage
Disease Type l.https://www.ncbi.nIm.nih.gov/books/NBK1312/]



Jleuenue crnedyem nposooums noo muamenvuvim nabmooenuem. Y nayuenmos ¢ I'610 muna
Oonucanvl pe()Kue crydau MUETOOUCHIIACMUYECKO20 CuHOpOMa uiu ocmpoco MUETIOUOHO20 JZ€IZK03a, He
ceazanuvie ¢ npumenenuem [-KC®, umo oOukmyem HeoOXOOUMOCMb KOHMPOTL U, HpU
Heobxooumocmu, ouggepeHyuanvbHol OUASHOCMUKY NPU HetlmponeHuu.

. [Taruentam, noaywaroumm JedeHue I'-KC®, pexkoMmeHI0BaH THIATENbHBII MOHMTOPHUHT
pasMepa Cele3eHKH (CIUICHOMETalInsl), KIMHUYECKHX IapaMeTpoB KpOBH (TPOMOOITUTONICHHS) H
IJIOTHOCTU KOCTEH (0CTEeOmopo3), a TakkKe peryisipHoe HabJIoIeHHe y Bpada-remMaToliora U Bpaya-
JIETCKOTO OHKOJIOTa-reMarojiora/Bpada-onkosora (kapuuHoma rnouek) [17,50,Dale DC, Bolyard AA,
Marrero T, Kelley ML, Makaryan V, Tran E, Leung J, Boxer LA, Kishnani PS, Austin S, Wanner C,
Ferrecchia IA, Khalaf D, Maze D, Kurtzberg J, Zeidler C, Welte K, Weinstein DA. Neutropenia in
glycogen storage disease Ib: outcomes for patients treated with granulocyte colony-stimulating
factor. Curr Opin Hematol. 2019 Jan;26(1):16-21].

Yposenb yoeaureabHocTH pekoMeHAanun C (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJbCTB 5)
KommenrTapmii: nposedenue ynompaszsykosoeo ucciedosanus cenesenku, Obue2o (KiuHuuecko2o)
aHalu3za Kposu pa3eeprymaoco, peHmzeHodechmomempuu.

o PGKOMGHI[OBaHO HAa3HA4YCHUC MPpCIaparoB TIpPYHIIbI «aMHUHOCAJIMIHWIIOBAA KHCJIIOTA U
AQHAJIOTHYHBIC Mpernaparbl» (aMHHOCAIHMIIAIOBAS KHUCIOTa**)  MpH JICUCHHH BOCHAIUTEIbHBIX
3aboneBannii kumieunuka [51,Wicker C, Roda C, Perry A, Arnoux JB, Brassier A, Castelle M,
Servais A, Donadieu J, Bouchereau J, Pigneur B, Labrune P, Ruemmele FM, de Lonlay P. Infectious
and digestive complications in glycogen storage disease type Ib: Study of a French cohort. Mol Genet
Metab Rep. 2020 Apr 9;23:100581].

YpoBenb yoeaureabHocTH pekoMeHaanuu C (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJLCTB 5)
Kommenmapuii: npu neuenuu 6ocnanumenvHvix 3a0071€6aHUll KUUlEYHUKA Yacmo 3@gexmusna

kombunayuss I'-KC® u npouszeoonvix amunocaruyunosou xuciomsei [51]. .Oonako 6 nexomopwix

CIYYasx makoe edenue e umeem ycnexd, 4mo mpeoyem opy2ux mepanesmuyeckux nooxo0o8

J [ TIOKOKOPTUKOUIHAS Tepamnus MpH JICYEHUH BOCHAIUTENBHBIX 3a0071€BaHUN KMIIEUYHUKA Ha
¢done I'b He pexoMeHJOBaHA, YYHTHIBAs CTEPOUI-MHIYIUPYEMBIH TIHMKOTEHOH3, BO3MOXHOCTH
ycyryOsaeHHs JaKTaTau103a U THIepaIunuIeMuH]. . ... ].

YpoBenb yoeaureabHocTH pekoMeHaanun C (YpoBeHb J0CTOBEPHOCTH 10KA3aTeJbCTB 5)

J [IpumeHeHHEe HMMMYHOCYIPECCAHTOB MpPHU  JICYEHUH BOCHAIMUTENbHBIX  3a00JeBaHUN
kunreyHuka Ha ¢one I'b (Merorpekcat™*, azarnonpuH** U MepkanTonmypuH**) He peKOMEHJOBaHO,
TaK Kak COIMPOBOXKIAETCS PUCKOM H30BITOYHOH MMMYHOCYNPECCHH W YCHIICHHS HEHTPOIICHUH Yy
MAIUEHTOB ¢ TiuKoreno3om tuma Ib[.....].

YpoBensb yoeaureabHocTH pekoMeHaanuu C (YpoBeHb J0CTOBEPHOCTH 10KA3aTeJbCTB 5)



Jleuenne amamuMymaboM™** (peKOMOWHAHTHBIC 4YEJIOBEUYECKHME aHTUTelNa K (akTopy HEKpo3a
ONyXOJICH) TMpH JICUEHUH BOCHATUTENbHBIX 3a0oyieBaHMi kumeyHuka Ha ¢oue ['b  He
PEKOMEH/IOBaHO. bBbuIO MpoBeneHO y OJHOro OONBHOrO ¢ TiMKOreHo3oMm tuma Ib, mmesmiero
BOCHAJIMTENbHOE 3a00JIeBaHNE KUIIEUHUKA, pedpakTepHOe K CTaHAApTHON JIEKApCTBEHHOM Teparuu,
1 0Ka3aioch 3QPEKTUBHBIM. .. [....].

YpoBenn yoenureabHocTu pekoMenaannu C (YpoBeHb J0CTOBEPHOCTH A0Ka3aTeIbCTB 5)

3.2 Xupypruuyeckoe Je4eHue

Upessbluaiino  6adiceH  BONMPOC  No020moseKku nayuenmog ¢ I'b Kk  onepamuenvim
emewamenvcmeam. Ileped npogedenuem Kakux-mubo Xupypeuueckux MAHURYIAYUL Y MaAKUx
nayueHmos HeoOXo0UMO HOPMAIU308AMb NOKA3AMENU CEEPMbIBAEMOCU  KPOBU  (CKOPOCHb
azpecayuu mpomooyumos) nocpeocmeom NpPoOOIHCUMENbHO20 NUMAHUSA Yepe3 HA302aCMmpAalbHblll
30H0 (HenpepvleHO 6 meueHue 1 Hed) unu nocpedCmeom BHYMPUBECHHOU UHPY3UL STHOKO3bl 8 MedeHUe
24-48 y. B 0o- u nocneonepayuoHHOM nepuooe KpauHe 8axnceH pe2yNsApHulli KOHMPOIb YPOBHS
2NI0KO3bl U JaKkmama 6 Kposu. B psiie ciiydaeB NpH THKENBIX MOPAKEHUSX MedeHH (IUppo3 C
OCJIOKHCHHUSIMH) pEKOMEHI0OBaHa opToTonuueckas TpaHciutanTanus neyenu (OTIT) [52, 53].
Yposenb yoeaureabHocTH pekoMeHaanuu C (YpoBeHb J0CTOBEPHOCTH 10KA3aTeJbCTB 5)
KoMmMmeHnTapmii: s6155co eOuncmeeHHo 3¢Qhghekmunvim cnocobom paduKkaibHO20 JIeYeHUs. MANCEbIX
Gamanvhvix 3a001€6aHULl NeYeHU, YCHeWHO NpumMeHsemcs 6 neouampudeckou npakmuke. Ilpu
enukoeenozax nokazanusa k OTII ycmanaeiuearom npu HAIUYUU YUPPO3A NEYEHU U €20 OCTONCHEHUI,
Haubonee uacmo eosnuxarowux npu Wl u IV mune 3abonesanus. B nacmosiwyee epems onvim
gvinonnenuss OTII y Oemeill ¢ 21uKO2EHO3AMU BeCbMA O2PAHUYEH, NOIMOMY pe3Vibmamol
Xupypeuueckozo JnedeHus HeoOHO3HauyHvl. Tem He Mmenee, mpancnianmayusi nedenu npu I'b
N0360.J1em CKOPPEKMupo8ams 6ce OUOXUMUYECKUe HAPYUWEHUs, BKII0YAS SUNOTUKEMUIO, C8A3AHHbLE
C NopadiceHuem O0peand, O0OHAKO 00 CUX NOp He SCHO, CHOCOOHO U MmMaKoe ONepamusHoe
eMeuamenbemeo oopamums Ui npeoomspamums nopadxcernue novex. Ilpu smom OTII obviuno
HUKAK He 8TUsem Ha NepCUCmenyuio HelumponeHul Uiy NPUOOUm Jullb K 8PEMEeHHOU ee KOPPEeKYUU.
Ocmaemcs HeOOKA3aHHOU 803MONCHOCHb NPEOOMEPAUEHUS NPOSPECCUPOBANUSL NOPANCEHUS NedeHU,
KOmopoe Modicem 0axce yCunusamovca Ha @one ummynocynpeccugnoti mepanuu nocie OTII. Cpeou
ONUCAHHLIX  OCIONCHEHUll  BO3MOJICHbL:  XPOHUYECKOe  OMMOpICeHUue  MpaHcnaaHmamad,
nocmmpancgyzuonnviii  cenamum C, noveyHas HeOOCMAMOYHOCMb, NOOASPUYECKUl apmpum u
mpomb03 sopomuoti eenvi, mpeobyrowuti noemoprot OTII. Kpome moeo, umeromcs céedenus 0 mom,
umo 'y NAYUeHmos C 2AUKO2EHO3aMU MOo2ym Oblmb OOCMUSHYMbL  YOO08IemEopumenbhbie
cpednecpoyHvle ucxoovl. Cywecmeyem makdce mHenue, ymo neped nposedenuem OTII eadxcna
MUuamenvHas OYeHKa PUcKa U Nnojv3vl, OHA YenecooOpa3Ha JUlb NPU GbICOKUX PUCKAX PA3EUMUSL

2enamoyenionapHol  KapyuHomel uiu oucyukyuu nedenu. Ilpu Hanuuyuu noxazawmuii K



MPAHCHAAHMAYUU PACCMAMPUBACTC 8APUAHN COYEMAHHOU MPAHCNIAHMAYUU NeYeHU U NOoYeK 8
cnyyae OOHOBPEMEHHO20 HAPYWIeHUs (QYHKYUll SMux OpeaHos;, 6 JUMepamypHblX UCMOYHUKAX

€co0OWANOCh 0 HeCKOLKUX NOOOOHBIX ycneuthblx cayuasx. [53, 54].

. [lpu neyenuu ageHoM reveHu y nanueHtoB ¢ I'b pexomenoBaH mepcOHU(UIMPOBAHHBIN
MOAXO0Jl K Ka)XJI0My KOHKPETHOMY MallME€HTy B 3aBHCHUMOCTH OT PUCKa MaJIMTHU3ALUH C LENbIO
BbIOOpa HanboJIee ONTUMAIILHOTO TI0IX0/1a K JiedeHuto [55].

YpoBensb yoenuteabHocTH pekoMeHauuu C (YpoBeHb 10CTOBEPHOCTH 10KA3aTeIbCTB 5)
KommenTapmuii: neuenue adenom ocmaemcsa omnupuyeckum. Moowem Ovimb npumeneHa
BLIJCUOAMENbHASL MAKMUKA UTU XUPYP2UUeCKoe emMeuamenscmeo. Y nayuenmos ¢ enuxozenozom 1o
Modcem — B0O3HUKHYMb — HEOOXOOUMOCMb 68  NpPO6e0eHUU  MPAHCHIAHMAayuu  nevyeHu 0
npeoomepaujeHusi MAanucHU3ayuy NeYeHOYHbIX A0eHOM, a MaKx#ce 6 Cayyde GO3HUKHOBEHUS
msicenol, pehpakmeproil k reveruro cuno2iukemuu [55].

J PekomMeHI0BaHO paccMOTpPETh NPOBEACHUE TPAHCIUIAHTAIMM TIOYEK IPH XPOHUYECKOH
MOYEYHONW HEIOCTAaTOYHOCTH Yy TanueHToB ¢ ['b mpu Hanuuumu MOKa3aHW COTJIACHO OOIIUM
M0/IX0/1aM K TIPOBEJICHUIO TAHHOTO BMEIIATENIbLCTBA C 1ENbi0 obecneueHus [6,7].

YpoBens yoenuteabHocTH pekoMenauun C (YpoBeHb 10CTOBEPHOCTH /10KA3aTeIbCTB 5)
Kommenrapmii: npu xpounuueckou noueuHol HeOOCMAMOYHOCMU MPAHCHAAHMAYUS NOYEK
N0360JI51em CKOPPEKMUPo8ams mMoabK0 HapyuleHuss QYYHKYUU noyex, He GIUAL Ha 2UNO02NUKEMUTO.

J PexomenioBaHa 4pecko)kHasl yAapHO-BOJIHOBAS JUTOTPHUIICHS MM XHPYPTUUIECKOE JICUCHHE
npyu HepOoKaIbIMHO3e U HepouTHase [6, 7].

Yposensb yoeaureabHocTH pekoMenaanun C (YpoBeHb J0CTOBEPHOCTH 10KA3aTeJbCTB 5)
KommenTapuu: npogooamcs no nokazawusm, cM. KiuHudeckue pexomenoayuu «Mouexamennas
bone3nvy y oemelul

3.3 Unoe jeueHue

He noxkazano

4. MeaUIIMHCKAsS peadnJIuTALUS U CAHATOPHO-KYPOPTHOE JIeYeHue,
MeIMIMHCKUE MOKA3aHUA W NMPOTUBONOKA3aAHUA K NPUMEHEHUI0 METO/I0B
MeIMUIMHCKON peadMIuTANMH, B TOM YHUCJIe OCHOBAHHBIX HA MCII0JIb30BAHUM
NPUPOAHBIX Je4yeOHbIX (PAKTOPOB

He npoBonurcs



5. llpopuaakTrka U JMCNAHCEPHOe HADII0eHHEe, MeIUIMHCKHE OKA3AHNS U

NMPOTUBONOKaA3aHUA K IPUMECHCHUIO METO0B HpO(l)I/IJ]aKTl/IKI/I

5.1 IlpodpnaakTuka

Ilpogunaxmuxa ¢ yenvio nNpeoynpexscoeHus poxicoeHusi pebeHKa ¢ HACIe0CMBeHHOU
namonoeuett - I'bB  unu panneco nmauana nevenus nayuenma c I'B noopasymesaem credyrouwue

peKomeHoayuu:

L4 PeKOMeHIIyeTCSI MCIUKO-TCHCTHYECCKOC KOHCYJIBTUPOBAHHUE I1ap, IMNIAHUPYIOIINX 6CpeMeHHOCTb

o0ciieoBaHNEM Ha FeTEPO3UTOTHOE HOCUTENIBCTBO YAaCThIX MYTAIM B reHe .... [.....].

YpoBeHb yOeAUTEJbHOCTH PEKOMEHAALMH ...... (YpoBeHb /10CTOBEPHOCTH JA0KA3aTEJIbCTB —
KommenTapun:
. PexoMeH0BaHO NpOBECHNE BaKI[MHAIIMY B paMKax HAIIMOHAJIBHOTO KaJeHaaps MalueHTaM ¢

I'b ¢ nenbio mpenroTBpaIeHUs/00erYeH s TeUeH s BaKIMHOYIpaBiseMbix uHbekimii [Brady MT.
Immunization recommendations for children with metabolic disorders: more data would help.
Pediatrics. 2006 Aug;118(2):810-3. doi: 10.1542/peds.2006-0846]

Kommenrapun: saxyunayus nayuenmos ¢ I'b uckmouumenvHa 6adcha, max Kax npu OOne3HsX

HAKONJIEHUA 2TTUKO2CEHA Hepedku MMMyHOa€¢MZ/;Mmel€ COCMOAHRUA

(http://www.cdc.gov/vaccines/schedules/). Kishnani PS, Austin SL, Abdenur JE, Arn P, Bali DS,
Boney A, Chung WK, Dagli Al, Dale D, Koeberl D, Somers MJ, Wechsler SB, Weinstein DA,
Wolfsdorf JI, Watson MS; American College of Medical Genetics and Genomics. Diagnosis and
management of glycogen storage disease type I: a practice guideline of the American College of
Medical Genetics and Genomics. Genet Med. 2014 Nov;16(11):el

Kishnani PS, Goldstein J, Austin SL, Arn P, Bachrach B, Bali DS, Chung WK, El-Gharbawy
A, Brown LM, Kahler S, Pendyal S, Ross KM, Tsilianidis L, Weinstein DA, Watson MS;
ACMG Work Group on Diagnosis and Management of Glycogen Storage Diseases Type VI and
IX. Genet Med. Diagnosis and management of glycogen storage diseases type VI and IX: a
clinical practice resource of the American College of Medical Genetics and Genomics (ACMG)
2019 Apr;21(4):772-789

HUmeromes ny@zuxauuu 0 HeooCmamo4Hocmu eaKyuHayuu cpe()u nayuenmos c Memaboaudeckumu
HapyuleHuAiAmu u Heobxooumocmu 06p0306am€ﬂbelx npocpavim no Heobxooumocmu UMMYHU3AYUU 6
oannotu epynne Cerutti M, De Lonlay P, Menni F, Parini R, Principi N, Esposito S. Vaccination
coverage of patients with inborn errors of metabolism and the attitudes of their parents towards
vaccines. Vaccine. 2015 Nov 27;33(48):6520-4

5.2 IncnancepHoe Haodaoaenue nanuenTos ¢ I'b

oucnanceproe HabIo0eHue 8KI4aem 8 ceos cledyoujue peKOMeHOauuu:


http://www.cdc.gov/vaccines/schedules/

KoHTponb 3a aJIeKBaTHOCTBLIO JICUCHHUS (MO)KHO COoCJIaThCA Ha Ta6J'II/IHV C KpPaTHOCThIO

I/ICCJIG,Z[OBaHI/Iﬁ 150158005 NEPECTABUTH YaCTOTHI U3 IIPCABIAYITUX pa3)1en0}3)

6. Opranusanusi OKa3aHusl MeIUIMHCKON MOMOIIH

6.1 [Toxka3zanus K rocnUTAJIU3ALMHT

[Tokazanus Juist JIAHOBOM TOCHUTAIU3ALUU B MEAUIIMHCKYIO OpTaHU3aIHIO:

1. mpoBeneHUE AMATHOCTUKH U JIEUEHUs, TPEOYIOLIME TPOJ0JDKATEILHOTO (IHEBHOE WU
KpPYTJI0CYTOYHOE PEOBIBAHKE) MEAUIIMHCKOTO HAOIFOICHUS 1 MOHUTOPUHTA KITMHUKO-
na00paTOPHBIX MOKa3aTese;

2. HeoOXOOUMOCTb TPOBEACHUS PA3NIUYHBIX BHJOB OKCIEPTH3 WM 00CIe0BaHUS B
MEIUIIMHCKOW OpraHu3allud TMPU HEBO3MOXHOCTU TMPOBEACHUA HX B aMOYJIaTOPHBIX
yclnoBuUsiX (B TOM ymciie opOpMIICHHE 3aKiIIoueHus (eaepaabHOro KOHCUIMYMa/BpaueOHOM
KOMHCCHH).

[Tokazanus ISl SKCTPESHHON TOCITUTAIM3AINN B MEUIIMHCKYIO OpTraHU3aIUIo;

1. octpple yrpokamomue A >KU3HM M Pa3BUTUS OCJOXKHEHU COCTOSHUS, Tpedyrolue
HEOTJIO)KHOTO JIEYCHHs, B TOM YHCJIE WHTECHCHUBHOW TEpanuu, a TakkKe KPYIJIOCYTOYHOIO
MEIHUIIMHCKOTO HAOIIOICHUH U MPOBE/ICHUS CIIEIMAbHBIX BUOB 00CIIEOBAHUS U JICUCHUS.

[TokazaHus K BBITUCKE MAIIMCHTA U3 METUITUHCKOW OpraHu3aIluu:

1. oTcyTcTBHE Yrpo3bl JJIsl JKU3HH TAIMEHTAa W YrPO3bl Pa3BUTHS OCIOKHEHUH, TPEOYIOIIMX
HEOTIIOKHOTO JICYSHHUsI TIPH 3aBEPILICHUE TUATHOCTUIECKUX MEPOTPHUSITHIA.

2. crabunu3anus ~ COCTOSHUST M OCHOBHBIX  KJIMHHMKO-TAOOPATOPHBIX  TOKa3aTesen
MATOJIOTUYECKOTO0  Mpollecca, OTCYTCTBHE  HEOOXOAMMOCTH B  NIPOAOKUTEIHLHOM
MEUIIMHCKOM HaOJI0IeHUH (THEBHOE WIIM KPYTJIOCYTOUHOE MPeObIBAHNUE);

3. BBITNIOJHEH TUIaH 00CIICIOBAHUS | JICUCHHS TIAIIMCHTA, JaHBI PEKOMEHIAIINH 10 JalTbHEHTIIeMY
HaOJIIOJIEHUIO U JIEYEHHUIO.

4. HeoOX0IMMOCThH MepeBoJia MAIMeHTa B IPYroe MEIUIIMHCKOE YUpEeKICHHUE WIH YUpexKIeHUE

conuaJibHOIro obOecrieyeHUs.

6.2 IIpuHIMObI OPraHu3ANHA MEeIUIMHCKON moMonm nanueataM ¢ I'b

Yuumeieas cneyuguxky memabonuueckux HapywieHul, KiuHudeckue u J1abopamopHvie
NpU3HAKU  3a001e8aHUs, HEPeoOKO NpomeKamweco ¢  Hey0o8lemeoOpUmenbHblM — NPOSHO30M,
ouazHocmuxa u nedenue nayuenmos ¢ I'b 0013cHbL ocyujecmenamocs Ha 3 YPOGHSX.

| — nepsviti yposenv (MeouyuHcKue oOpeanuzayuu, OKaA3vI8AKOWUEe NPEUMYUECEEHHO
NepeUUHYI0 MeOUKO-CaHUMApPHYI0, 8 MOM YUCLe NEPEUUHYI0 CReYUATUSUPOSBAHHYIO, MEOUYUHCKYIO

nomown),



Il — smopoti yposensv (Meouyumckue opeanuzayuu, OKA3bIBANOWUE NPEUMYUECTBEHHO
CReYUuanUu3UpOBAHHYI0 MEOUYUHCKYIO NOMOWb, UMelowue 8 c8oeli CmpyKmype Cneyuaiu3uposantbole
MENHCMYHUYUNATbHBIE OMOEeNeHUs U (UIU) MeHCMYHUYUNATbHbIE YeHMPbl, d MAaKdce patloHHble U
20pOOCKUe OUCNAHCEPDL, MHO2ONPODULbHbIE 20POOCKUE DOIbHUYDL),

Il — mpemuii yposenv (Dedepanvuviii — Hayunwiii yenmp 300poswvs demeul. Meouyurckue
opeanu3ayull, oKasvlearouue Cneyuaiu3upOBaAHHyI0 MEOUYUHCKYIO NOMOWb, A MAK#Ce MEeOUYUHCKUEe
VupesicoeHus, 0Ka3vl8auue 8biCOKOMEXHOI02UYHYI0 MEOUYUHCKYIO NOMOUWDb).

3aoauu I yposHs:

1. 3an0003pums 3a60/1e6anue No KIUHUYeCKUM NpUusHaxKam (01e0HoCmb KONCHbIX
NOKPOBOS,  YBeluYeHue pasmepos8  JHCUBOMA,  2enamome2anus, Ccyoopocu, mpyoHvle
npoodyacoenus, OecnoKoucmeo pebeHKa npu OIUMENbHLIX Nepuooax Mexdcoy KOpMIeHUSIMU,
Hanuuue I'B y cubcos u op.);

2. ecnu  B03MOJICHO, NPOBECMU UCCIEO08AHUE 2TUKEMUYECKUX KPUBLIX Npu
HazpysKe noK0301U;

3. Hanpasums Ha KOHCYIbMayuro 8 Meouyunckoe yupexcoetnue Il yposnsi.

3aoauu Il yposHs:

1. noomeepoicoaemces (uru ucknrouaemes) ouacrnos I'b;

2.0ucnancepnoe  HabOMOOeHUe  —  UCNONb3YSL — PEeKOMEHOayuu,  Npo8oOUmbs
OONONHUMENbHYIO KIUHUKO-(DYHKYUOHATLHYIO OUACHOCMUKY U leYeHue.

3aoauu 11l yposus:

1. demanvHoe obcnedosanue nayuenma ¢ I'b ne peoce I paza 6 200 ¢ evioauell
3aKI0YeHUs 0 OaNbHeluell MaKmuke 1edeHus;

2. JIHK-0uaenocmuxa, npenamanvras ouacnocmuka I'b;

3. NIAHOBOE NeUeHuUe.

Ilocne nocmawnosku oOuacnosa «lnuxocenosas 6one3HbY JicelamenbHo, uYmoodvl UMEHHO
Jevawuil 8pay cooowun pooumenam o 3abonesanuu ux pebenxa. Becoma éeposmuo, umo 60 epems
nepeou bOecedvl pooumenu 6 C643U C UWIOKOBOU peakyuel HaA CcooOweHue o0 OuacHoze u
HeNnpugbIYHOCMbI0 MEOUYUHCKOU MEPMUHONIOSUU HE CMO2YM YCBOUMb 6CH0 HEeOOXOOUMYIO 0N HUX
ungopmayuro. [losmomy eadxcro, umobvl 06vACHEHUs 8paya ObIAU OOCMAMOYHO NPOCMbL U NOHAMHbBL
JII0OSIM, He UMEIUUM MeOuyurHckoz2o oopazoeanus. C pooumensimu ciedyem nposecmu noOSMopHyH0
gcmpeuyy uepes 1—2 OHs u omeemums HA BONPOCHL, KOMOPble MO2YM V HUX 8O3HUKHYMb. [[pyeum
COMPYOHUKAM — YeHmpa  (MeOUYUHCKUM Cecmpam, NCUXON02AM, COYUANbHbIM — pPAOOMHUKAM,
ouemonozy u 0p.), yyacmeyiowum 8 aedenuu pedenxa ¢ I'b, maxoice credyem yoenumsv GHUMAHUE
pooumensim pebeHKd, 00BACHASL UL AKYEHMUPYs UX 6HUMAHUe HA Haubojee BANCHLIX ACNeKmax

nevernus. Kax U36€CmMHo, oaneko He 6ce podumeﬂu CNOCOOHbL A0EK8AMHO OYEHUNMb HeKomopbvle



Katoyesvle axkmol, kacaowuecs I'B, nosmomy 6 kavecmee UCMOYHUKA UHGOpMayuu HeobX00UMo
UCNONBL306AMb COOMBEMCMBYIOWYIO TUMEPAMYPY, KOMOopas 6ce20a 00IHCHA OblMb 00CMYNHA.

Haubonvwee xonuuecmeo munos I'b omnocamces K HeusieyuMviM 3a001€8aHUAM, 8 CE:3U C
uemM NayueHmsl HyHCOaromces 6 aAKMUBHOM OUCNAHCEPHOM HAOII0O0EHUU U HeNpepuleHOU mepanuu 6
meuenue eceil ocuznu (Ilpunoocenue I'3).

Jleuenue nayuenmos c¢ I'B Heobx00umMo npoeooumv 8 CHeyuarusupoBaHHbIX YEHMPax.
Tepanusa He ocpaHuyUBAEMCA PAMKAMU MEOUKAMEHMOZHO20 JeYeHUs: MAKUM OOIbHbIM mpedyemcs
KOMNAEKCHASL MEOUYUHCKASL NOMOWb NPU AKMUBHOM YUACTUU He MOIbKO épayell, HO U MeOUYUHCKUX
cecmep, OUEMON0208, NCUXON0208 U COYUANbHBIX pabomuukos. Crnedyem aKmuGHO 6061€KAMb 6
npoyecc Jjieuenus oboux pooumeneti nayueHma u o6yyamev ux HeoOXOOUMbIM HABBIKAM NOMOWU
bonbHOMY pebenky. B psoe ciyuaes Heobxoouma eenemuueckas KOHCYIbmayus pooumeinei u Opyeux
ONUBKUX POOCMBEHHUKOB DOJILHO20 2IUKO2EHO30M.

Hayuenmor ¢ I'B Hyscoaromcss 6 uYacmvlX NOBMOPHBIX 00CIE008AHUAX C  YElblo
CBOEBPEMEHHO20  GbIAGNCHUS  BO3MOJNCHBIX — OCIONCHEHUU  3a0071e6anus U  CB0EBPEMEHHOI
mepanesmu4eckoll ux Koppekyuu, no3e0asat0well npeoomepamums Heoopamumvle NoC1eOCMBUs.

B ycnosusx ®edepanvrozo yenmpa pexomeHoyemcs pe2yisapHoe ambyiamopHoe Habuooerue
3a  nayuenmamu  (AMOYIAMOPHO-NOIUKIUHUYECKULL — NpUEM Ul  OHEeBHOU  CMAyuonap) ¢
eocnumanuzayueli 8 CReYUaru3UPOSaAHHyr0 KIUHUKY (KPY2loCYMOUHbIll CMAyuoHap) 6 ciayuae

paseumus O0CNIOdCHe ULl 3a001e8aHUS.

7. JonmosHuTebHAst ”HPopManus (B TOM 4Yucje (PAaKTOPbI, BJUAIOIINE HA UCXO0/

3200J1IeBAHUSAAUIIN COCTOSTHYSA)

7.1. Ucxoabl 1 MPOrHo3

Hoxazano, umo pannuii u Ipexmusnviii nepesoo Ha CHEYUATUIUPOBAHHYIO Ouemy
cnocobcmeyem CHUdICeHUIo nokasameneu cmepmuocmu u 3abonesaemocmu nayuenmos ¢ I'b I muna,
Ymo no3eoasem OOIbUUHCIEY OONbHBIX 6eCmU 00LIUHYIO JCU3Hb. 1Ipu docmudiceHuu HOpMO2TUKeMuu
MemabonuuecKue OMKIOHEeHUs U KIUHUYECKUe Napamempsl VIyYuarmcs y O01buuHcmed
nayueHmos, HeCMOMps Ha COXpaHeHue unepaunuoemuu. Yacmoma pazeumus a0eHOM CHUICAEMCS,
00HAKO He NPeOCMAasIAemcs 603MONCHBIM NOJTHOCIbIO NPEOOMBPAMUMb NOPAJICEHUE NOYEK, 0adice Y
NAYyueHmos ¢ XOpouwuM Omeemom Ha npoeoouUMYyIo OUemomepanuro U MeoOuKameHmo3Hoe iedeHue.
Hekxomopbvie  6onbHble He  0ocmueaiom — YOOGIemEOpUmMenbHo20  omeema  0OCMAmOYHOU
NPOOONHCUMENLHOCIU, 6 C8A3U C YeM OJi HUX MOodicem Oblmb pacCMOMPeH 8APUAHM COYeMAaHHOU

mpancnianmayuu  novex/nevenu. Ilpu enuxocenoze b docmudicenue yoosremeopumenbHoeo



Memabonuuecko20 KOHMPONs Moxcem Ovlmb 0Oonee NpoOIeMAMUYHO 8 C6A3U C MANCeNbIMU
PeyuouUsUPYIOWUMY UHDEKYUAMU U 8ocnanumenvHoimu 3aoonesanusmu kuweunuxa. Ipu |1l mune
2NIUKO2EHO3A ~ B03MOJCHO  KAK — YMEHbUleHUe  BbIPANCEHHOCMU  KIUHUKO-TAOOPAMOPHOU
CUMNMOMAMUKY, MAK U ee NPo2peccupos8anue ¢ pasgumuem maxceno2o hubposza nevyeHu 6nioms 00
yupposa, mpeoyrowezo OTIL. I'B IV muna uaubonee uacmo 3aKaHuu8aemcs Yuppomu4eckou
mpancghopmayueli nedenu u  Hapyuienuem  @Qyukyuu opeana. bez coomeemcmeyrowezo
Xupypeuueckoeo JeueHus makue Oemu ymuparom 6 eospacme 0o Saem. Tunvr VI u IX
xapakmepusyromcs  Oojnee  ONA2ONPUAMHBLIM — MeYeHUeM, CUMAMOMbL  3a00/1e6aHUs  0ObIYHO

KYNUPYIOmcst y 83pOCbiX.

Kpurtepuu oneHku kayecTBa MeIUIIMHCKON MOMOIIU

No YpoBennb Yposenn
B Kpurepun kavyecTBa y0eauTeJIbHOCTH | /10CTOBEPHOCTH
peKoOMeHAanuil | /0Ka3aTeJlbCTB

1. |BemmonHEHO HCcleIoBaHWE KOHIEHTPAIMU TIIOKO3bI B
CBIBOPOTKE KPOBU IPU MEPBUYHON JUArHOCTUKE U Jajiee

— Ka)KIble 3Mecsia

2. |BBINIOJHEHO YIBTPa3BYKOBOE HCCIECIOBAHUE IMEYCHU U
OpraHoB OPIOIIHOW MOJIOCTH TPHU TMOCTAHOBKE JUArHO3

1 JaJICC — CKCTOJHO

3. |BbIMONHEHO  Ha3HA4YEHHUE  CHIPOTO  KYKYPY3HOTO
Kpaxmaja Juisi HOpMaJlu3alii KOHIIEHTPAUH TJIIOKO3bI
B kpoBH nauueHtam ¢ I'b 1 u Il Tuna npu orcyrcrBun

MCIUIIMHCKHUX HpOTI/IBOHOKa?»aHI/Iﬁ

4. |BpIOJIHEHO HA3HAYCHHWE JIMETHI, HAIMPABJICHHON HA

YMCHBIICHUC O6p330BaHI/I$I TJIMKOI'CHa B IICYCHU
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3nopoBbs gereid @PI'BY3 LIKb PAH, wien Accounanum MeAMIIMHCKUX TeHETUKOB (AMI).
I'ynpoouna O.C. K.M.H., BEAyIIMI HAYYHBIN COTPYIHUK, Bpau-racTposHTeposior HUM nennarpun u
oxpansbl 310poBbs nereit LIKb PAH, unen Coro3a neauarpos Poccun.

Herpsiikuna E.E. - xwmH., aupexkrop PIAKE ®I'AOY BO PHUMY um. H.U. Iluporosa
MunznpaBa Poccun, mnpodeccop kadenpsl QaxyabTETCKOM NenuaTpuM IMEeIUaTpPUUYECKOro
¢akynprera PHUMY umenn H.U. Iluporosa, mpodeccop kadeapsl 10KazaTeNIbHOW MEIUIMHBI
MeauiuHcKkoro uHctutyra PY/IH, ['nmaBHBIM BHEIITATHBIM CHEUUAINCT JIETCKUW 3HIOKPUHOJIOT
JlenaprameHTa 34paBOOXpaHEHHs TOPo1a MOCKBBI

ABepkuHa H.A. — x.M.H., rmaBHbli cnenuanuct @I'BY «llenTpanbHbIil HAyYHO-HCCIIEI0BATENBCKAN
MHCTUTYT OpraHu3aluil M HH(OpMaTH3alMK 3JIpaBooxpaHeHHs» MuHn3npaBa Poccun, Bpay-
raCTPOIHTEPOIIOT

Mapruesa T.B. — K.M.H.,, 3aBeiyromias OTAEJIOM HayudHbIX MpoOieM HeppoypoJIoruu u
Metabonuueckux Hapymenuii, HUW nemuatpun u oxpansl 370poBbs gereir LIKb PAH, Bpau-

Hedporor, uien Coro3a nenuatpoB Poccun



CypkoB A.H., 3aBefyoniuid racCTpO3IHTEPOJIOTHUECKUM OTACIICHUEM C T'€NaTOJIOTHYE€CKON Tpymmoi
OI'AY «HayuHblil eHTp 310poBbs AeTei» MuH3npasa Poccnn, K.M.H., Bpau-racTpO3HTEPOJIOT, YJIeH
Coro3a neguatpoB Poccuu;

IMoranoB A.C., pod., 1.M.H., TJIABHBIM Hay4YHBIH COTPYAHHMK (TaCTPOIHTEPOJIOTHIECKOE OTACICHHUE
¢ remarosoruueckoit rpymmnoi ®I'AY «HayuHslii LIeHTp 310pOBbs AeTei» Munsapasa Poccun), wieH
Coro3a neguatpoB Poccun.

baraeea M.J., k.M.H., crapmuid HaW4YHBIA COTPYAHHMK OTJEJICHUS  NEAUATPUUYECKOU
racTposHTepojoruu, renatojorun u querorepanun PI'BYH «PUL] nutanus u OMOTEXHOIOTHI
CrpokoBa T.B., na.m.H., npodeccop PAH, 3aBemyromuii OTIEICHUEM IEIUATPUUCCKOMN
racTposHTepooruu, renatojoruu u guerorepanuu PI'bBYH «OUL] nutanus u OMOTEXHOJIOTUN»
Tapan H.H. xMH., crapmmii HalyHbIi  COTPYAHMK  OTIEICHUSA  NEAUATPUYECKOU

racTpodsHTepojoruu, renatojorun u guerorepanuu PI'BYH «PUL] nutanus u OHOTEXHOJIOTHN

ABTOpBI TOATBEPKAAIOT OTCYTCTBUE (UHAHCOBOM MOIICPKKU/KOH(MIUKTA HHTEPECOB, KOTOPHIi

HE00X0UMO 0OHAPOI0BATh.



IIpunoxenue A2. MeromoJiorusi pa3padoTKi KJIMHUYECKHX PeKOMEH Al

Knunuueckue pexomenoayuu co30anvl Ha OCHOBAHUU COBPEMEHHBIX MENCOVHAPOOHBIX KIUHUYECKUX
peKomMeHOayull no OUASHOCMUKE, Te4eHUI0 U 8e0eHUI0 DONbHBIX C 2TUKO2EHOBOL D0Ie3HBIO.
I'nuxkoeenosas 601e3Hb OMHOCAMCA K PEOKUM HACIEOCMBEHHbIM 3a00Ne8aHUIM, YMO UCKIIOYAem
B03MONCHOCMb NPOGeOeHUsi OONbUUX KO2OPMHBIX U PAHOOMUSUPOBAHHBIX KOHMPOIUPOBAHHBIX
uccnedosanuil U 0as. CO30AHUSL NPOMOKON08 OUACHOCMUKU U Mepanuu UCNOIb3VIOMC JTUlLb
memamuiecKue Uccie008anusi IKCNepmos, OnyOIUKO8AHHbIe 8 NOCTIeOHUEe 08A OeCIMULeMUS].
LleneBas ayaAUTOpHs NaHHBIX KIMHUYECKUX PEKOMEHIALINN:

1. Bpauu-racTpo3HTEpOIOTH
Bpauu-neguarpsl
Bpauu- TepanesTsl
Bpauu o0rmieit BpaueOHOM TPaKTUKH (CEMEHHBIC BpayH )
Bpauu-gueronoru
Bpaun-renetuku
Bpaun- kapauoa0ru/KapAnoiorH JeTCKUe

Bpauwu - Hedponoru

© 0o N o g bk~ wDN

Bpauu ynbTpa3ByKOBOM TUArHOCTUKU
10. Bpauu-mabopaHTsl
11. Bpauu-naromopdonoru
12. MeuIuHCKHE TICUXOJIOTH
13. CtynenTs! MmenunuHckux BY3oB
14. OGyuaromuecs B opauHaType
Mertopl, nCnoIb3yeMbIe st COOpa/CeNEeKITNH TOKAa3aTeIbCTB: MOUCK B DIIEKTPOHHBIX 0a3ax JaHHBIX.
Onucanue MeTOJ0B, HCNOJb30BAHHBIX /I OIEHKH KayecTBa W CHJIBI [J0Ka3aTeJIbCTB.
J0Ka3aTeNbHON 0a30i Uid peKOMEHIAlui SBISIOTCS MyOnukamuu, Bomenmre B KoxpeiHOBCKYIO
oubmnoteky, 6a3nl nanasix EMBASE, MEDLINE u PubMed. I'ny6ouna mowcka — 8 jieT.
MeTob1, NCTIOTH30BAHHBIC /ISl OIIEHKH KAaueCTBa U CHIIBI JJOKA3aTEeIbCTB!
® KOHCEHCYC KCIEepTOB;
® OIIEHKA 3HAYUMOCTU B COOTBETCTBHHU C PEHTHHTOBOM CXEMOIi.
MeTo b1, NCTIOTTH30BAHHBIC JIJIST aHAJIHM3a IOKA3aTeIhCTB:
e 0030pbI ONyOTMKOBAaHHBIX METa-aHAIIN30B;
® CcHCTEMaTHuYeCKHe 0030pbI C TAOIUIIAMU JOKA3aTEIbCTB.

Omnucanue MCTOA0B, HCIIOJIb30BAHHBIX AJIA aHaJIU3a JO0Ka3aTCJIbCTB



IIpu orbope myOnukanuii, Kak MOTEHIHAJIbHBIX HWCTOYHMKOB JOKAa3aTENbCTB, HMCIIOJIb30BaHHAsS B
KaX/I0M HCCIICIOBAHHHM METOOJIOTUSI M3y4aeTcsl IS TOro, YTOObI yOEAMThCS B €€ BaJMIHOCTH.
Pesynbrar n3yueHus BIMAET HA YPOBEHb JOKA3aTEIbCTB, IPUCBAUBACMBII MyOIMKALMU, YTO B CBOIO
ouepelib, BIMAET HAa CHIIy PEKOMEHAALMMN.
JUis MUHMMH3ALUU HOTEHIMAIbHBIX OIIMOOK KaXKA0€ MCCIEeIOBaHME OLICHWBAIOCh HE3aBHUCHMO.
JIroOble pa3nuuus B OLEHKAaX OOCYXJadMCh BCEH TpyNIoOil aBTOpPOB B MOJHOM cocrtaBe. llpu
HEBO3MO>KHOCTH JIOCTH)KEHUSI KOHCEHCYCa IPUBJIEKAJICS] HE3aBUCUMBIN IKCIIEPT.
MerToabl, HCIIOIB30BAHHBIE AT POPMYJIMPOBAHUS PEKOMEHAALNN: KOHCEHCYC SKCIIEPTOB.
Wuaukaropsl qoopokadecTBenHoi nmpaktuku (Good Practice Points — GPPS)
Pexomennyemass noOpokadecTBEHHasl IMpakTHKa Oasupyercs Ha KIMHHUYECKOM OIBITE aBTOPOB
pa3paboTaHHBIX PEKOMEH AN,
DKOHOMMYECKHUI aHAIN3
AHanm3 CTOMMOCTH HE IPOBOMIICS U ITyOJIMKALKU 110 (hapMaKOIKOHOMUKE HE aHAJIM3UPOBAIHCE.
Meron Baiaanuy peKoMeHaauuii

e BHemHsAA dKCIEPTHAs OLCHKA.

e BHyTpeHH:A DKCIIEpTHAs OLEHKA.
Onucanue MeTo/1a BaIUIalllul PEKOMEHIAUil
Hacrosimue pexkoMeHAalnuu B HpeABapUTENbHONW BEpCHM ObUIM PELEH3UPOBAHBI HE3aBUCHUMBIMU
9KCIIEPTAMHU, KOTOPBIX, MPEXKIE BCErO, MOMPOCHIN IPOKOMMEHTHUPOBATH, HACKOJIBKO JOCTYIIHA IS
MMOHUMAaHMSI UHTEpIIpEeTaIHs I0Ka3aTeNbCTB, JIEKalasi B OCHOBE pEeKOMEHAAIH.
Ot Bpauell MEpPBUYHOIO 3BeHa (MEIUATPOB, TaCTPOIHTEPOJIOrOB) IOIYYEHBI KOMMEHTapuu B
OTHOIIEHUH JOXOMYMBOCTU H3JIOKEHUS NaHHBIX PEKOMEHIAlMM, a TakKe UX OLEHKa BaXXHOCTU
IIpearaéMblX PeKOMEHJaui, KaK MHCTPYMEHTA [TOBCEIHEBHOM MPAKTUKH.
Bce koMMeHTapuy, MOTy4YE€HHbIE OT KCIEPTOB, THIATEIBHO CUCTEMATU3HPOBAINCH U 0OCYXKIaIUCh
yjieHaMu pabouell rpymnibl (aBTopaMu pekoMeHaanuil). Kaxxapiit myHKT 00cy»X1aicsi B OTAEIbHOCTH.
KoHcynpTanus u dkcriepTHasi OLEeHKa
[IpoekT pekoMeHanuii ObUT pelleH3UPOBaH HE3aBUCUMBIMH IKCIEPTaMHU, KOTOPBIX, MPEXKIE BCETO,
MOTMPOCHIIM TPOKOMMEHTUPOBATh JOXOJIYMBOCTh U TOUHOCTh MHTEPHpETAIMH J0Ka3aTeIbHOW 0a3bl,
JIe)Kalle B OCHOBE PEKOMEHAAIUMN.
Jisi  OKOHYATEeNbHOM peNakUMd U KOHTPOJS KayecTBa PEKOMEHJAIMM ObUTM  MOBTOPHO
MPOaHATU3UPOBAHbl YICHaMH pabodel TpyIIbl, KOTOPble MPHIUIM K 3aKIIOYEHHI0, YTO BCE
3aMeyaHusl U KOMMEHTapuu SKCIIEPTOB MPUHATHI BO BHUMaHUE, PUCK CUCTEMAaTHYECKUX OIIHOOK MpH
pa3paboTKe peKOMEeHaIHil cBeJleH K MUHUMYMY.

Tadoauna 1.1llkama oneHKH ypoBHEW mocToBepHOCTH aokazatenscTB (Y J)mns meronos

JAUArHOCTHUKH (,[[I/IaTHOCTI/I‘{eCKI/IX BMeIJ_IaTCJ'IBCTB)



YA Pacumm¢poska

1 Cuctematnueckue 0030pbI HCCIICOBAHUM C KOHTpPOJIEM pe(epeHCHBIM METOIOM WU
CUCTEMAaTUYECKUN  0030p  paHJOMU3MPOBAHHBIX  KIMHMYECKHX  HCCIEJOBaHUM  C
IPUMEHEHUEM MeTa-aHalu3a

2 OtnenbHble UCCIENOBaHMS C KOHTPOJIEM pEeQEpeHCHBIM METOJOM WM OTAEIbHbIE
pPaHIOMU3UPOBAHHBIE  KIMHMYECKHE MCCIENOBAaHUS M  CHCTEMaThdyeckue  0030pbl
UCCIlIeIOBaHUM J11000ro AM3aiiHa, 3a UCK/IIOUEHHEM PaHAOMHU3UPOBAHHBIX KIMHUYECKUX
HCCIIEIOBaHUM, C IPUMEHEHNEM METa-aHalIn3a

3 HccnenoBanust 0e3  MOCIEAOBATENBHOIO KOHTPONA pe(epeHCHBIM METOJOM WU
HUCCICOOBaHUsA C pe(bepeHCHBIM MCTOOM, HC ABJIAIOIIMMCS HE3aBUCUMBIM OT UCCICAYCMOI'O
METOAAa WM HEPaHJOMHU3UPOBAHHbIE CPABHUTEIIBHBIE MCCIEJOBAHUS, B TOM 4HCIE
KOT'OPTHBIE HCCIIEI0BaHUS

4 HecpaBHuTenbHblE UCCIEI0BAHNUS, OIMCAHUE KIMHUYECKOTO CiIydast

5) Nwmeercs s 000CHOBaHHE MEXaHU3Ma JICHCTBHS WM MHEHHE SKCIIEPTOB

Ta6auna 2.11lkana OIEHKU YpOBHEH IOCTOBEpHOCTH AokazatenbeTB (Y /1) mis mMeTomoB

NpOPUIAKTUKH, JICUSHUsS W peaduiuranuu (MpopUIaKTUYECKHX, JIEYCOHBIX, pPeaOMIUTAIMOHHBIX

BMEIIIATEIILCTB)
Y Pacmmgposka
1 | Cucremarnueckuit 0630p PKU ¢ npumenennem Mera-anainsa
2 | Ornenbubie PKU u cuctematmueckue o0030pbl  HCCIIEAOBAaHUM Jr000ro ausaiiHa, 3a
nckioyenneM PKH, ¢ npumenennem Mera-aHanusa
3 | Hepangomu3upoBaHHbBIE CPABHUTENILHBIC UCCIICIOBAHNS, B T.4. KOTOPTHBIE UCCIICIOBAHNUS
4 | HecpaBHUTENbHBIE HUCCIEIOBaHUSA, ONUCAaHME KIMHUYECKOTO Cllyyass WM CEepUM CIy4aes,
VCCIIETOBAHMS «CIIY4aii-KOHTPOJIbY
5 | Umeercs numb 0OOCHOBaHME MeEXaHM3Ma JEHCTBHS BMeEIIATENbCTBA  (JOKJIMHUYECKUE

I/ICCJ'IGJIOBaHI/Iﬂ) HJIN MHCHHE SKCIICPTOB

Tabauua 3.1Ikana oueHku ypoBHeW yoOenutenbHOCTH pekomeHmauui(YVYP) ans meronos

HpO(l)I/IJ'IaKTI/IKI/I, JUArHOoCTUKHU, JICUCHUA U pea6I/IHI/ITaHI/II/I (HpO(I)I/IHaKTI/I‘IeCKI/IX, JAUArHOCTUYCCKUX,

ne4eOHBIX, peaOUINTAIIMOHHBIX BMEIIATEIHCTB)

YYP Pacuugposka

A

CunpHas pexoMmeHanus (Bce paccMaTpuBaeMble KpUTEPUH 3PPEKTUBHOCTU (MCXObI)
ABIIAIOTCS BaXHBIMHU, BCE MCCIIEJOBaHMS MMEIOT BBICOKOE WJIM YAOBJIETBOPUTEIBHOE
METOJIOJIOTUYECKOE KaueCTBO, MX BBIBOJABI MO MHTEPECYIOIIMM HCXOAaM SBIISIOTCS
COTJIACOBAHHBIMH)

B VYcnoBHas pekoMeHAanus (HE Bce paccMaTpuBaeMble Kputepuu 3¢G(EeKTUBHOCTU
(ucxofpl) SBIAIOTCS BaXXHBIMH, HE BCE MCCIIEOBAHUS WMEIOT BBICOKOE WM
YIIOBJIETBOPUTENFHOE METOJOJIOIMYECKOe KauyecTBO W/MJIM  HMX BBIBOJBI IO
MHTEPECYIOIINUM HCX0JIaM He SIBJISIOTCS COTJIACOBAHHBIMHU )

C Cnabast pekomeHjanust (OTCYTCTBHE JIOKAa3aTENbCTB HAJJIEXKAIIEro KauyecTBa (Bce

paccMaTpuBaeMble KpUTepuu 3(PPEeKTUBHOCTU (MCXOJIbI) SBJISIOTCS HEBAKHBIMH, BCE
UCCIIEOBAHMUSI MMEIOT HU3KOE€ METOJ0JIOTMYECKOE KayeCTBO M MX BBIBOABI 11O
MHTEPECYIOIIUM UCX0JIaM HE SIBJISIOTCS COTJIACOBAHHBIMHU )




IHopsinok 00HOBJIEHUS KIMHUYECKUX PeKOMEHIalMid.

MexaHusm OOHOBIICHUS KIMHUYECKUX PEKOMEHIalui IpeaycMaTpUBaeT 150,
CHUCTEMATHUYECKYIO aKTyaJM3allMi0 — HE PEKe YeM OJIMH pa3 B TPU r0jia,a TaKXKe MPHU MOSBICHUU
HOBBIX JaHHBIX C TIO3WIMM JOKA3aTeIbHONM MEIWIIMHBI IO BOMPOCAM JIMATHOCTHUKH, JICUCHUS,
NpopUIAKTAKKM W peaOuiuTallid  KOHKPETHBIX  3a00jieBaHWM, HaJIMYMA  0OOCHOBAaHHBIX

JOTIONTHeHN/3aMeuanuii k panee yrBepka¢HHbIM KP, HO He yamie 1 pa3a B 6 Mecsiies.



Ipunoxenne A3. CipaBo4Hbie MaTepHAJIbl, BKIKYas COOTBETCTBHE MOKA3aAHUI
K IPUMEHEHUIO U IPOTHBOMOKA3AHMU, CIIOCOOOB MPUMEHEHHUS H /103
JIEKAPCTBEHHBIX NPENapaToB, HHCTPYKLIMH 110 IPUMEHEHHIO JIEKAPCTBEHHOI'0

npemnapara

IIpunoxenne A3.1 HopmaTuBHbIE JOKYMEHTHI H PeCypPChl, HA OCHOBAHUM
KOTOPBIX pa3padoTaHbl KJIMHUYECKHE PEKOMEH AN

1. [Tpuka3 MunucrepcTBa 3apaBooxpanenus PO "O6 yrBepxknenun [lopsiaka oxazaHus MEAMLIUHCKON
MOMOIIY OOJILHBIM C BPOXKJICHHBIMU M (WJIM) HAClEACTBEHHBIMU 3a0oneBaHusaMu” ot 15 Hos6ps 2012 1. N
917#).

2. IIpuxa3z MuHucTEpCTBa 3paBOOXPaHEHUS U collaiabHOro pa3Butust PO ot 16 anpens 2012 r. Ne 3661
«O06 ytBepxkaenun [lopsaka okazaHus MEIUATPUICCKOMN TOMOIITH

3. I/IH(l)OpMaHI/IH 0 JICKAapCTBCHHBIX Ipfraparax: FOCYIIapCTBeHHHﬁ peeCTp JICKApPCTBCHHBLIX CPCIACTB!:
https://grls.rosminzdrav.ru

4. Oenepanbhblii 3akoH 0T 21 HOsOps 2011 r. Ne 323-d3 «O6 ocHOBax OXpaHbI 30POBBS

rpaxaan B Poccutickoii @enepannny (Codbpanue 3akoHomarenbctBa Poccuiickoit deneparuu, 2011

r., No 48, cT. 6724);

S. MexayHnapoaHasi Kiaccupukanus O0oJie3HeH, TPaBM M COCTOSHUH, BIMSIOIIUX Ha 37J0POBbE

(MKB - 10);

6. [Tpukaz M3 P® ot 20 nexabps 2012r. Ne 1183H «OO06 yTBep» A€HUHM HOMEHKIATYPHI

JOJKHOCTEN METMIIMHCKUX paOOTHUKOB U (hapMalleBTUYECKUX PAOOTHUKOBY.

1. [Tpuxaz M3 P® ot 23 utons 2010 r. Ne 541n. Equnbiii KBaau(pUKallMOHHBINA CIPAaBOYHUK

JOJDKHOCTEH  pYKOBOJMTENEH, CHEUaTUCTOB U CAOyXalux, pasaen KeanuduxannoHHble

XapaKTePUCTUKH JOJDKHOCTEH paOOTHUKOB B cpepe 31paBOOXpaHEHUS.

8. ®enepanbHblil 3akoH 0T 25.12.2018 Ne 489 489-D3 «O BHeceHUM U3MEHEHMH B cTaTbio 40

®enepanbHoro 3akoHa "O0 00s3aTeNbHOM MEAMIIMHCKOM cTpaxoBaHuM B Poccuiickoit @enepanun”

u @enepanbHblii 3akoH "OO OCHOBax OXpaHbl 3/10pOBbs IpaxkaaH B Poccuiickoit @enepanuu” no

BOIIPOCaM KIMHHUYECKHUX PEKOMEHAALIUN.

9. [Tpuka3z MunzapaBa Poccun Ne 1031 ot 28.02.2019 1. «O06 yTBep)A€HUM MOPSAKA U CPOKOB

pa3paboTKy KJIMHMYECKUX PEKOMEHJAlWd, WX TepecMOoTpa, THUIOBOH (QOPMBbI KIMHHUYECKUX

pEeKOMEHIaluii M TPeOOBaHMI K UX CTPYKTYpPE, COCTaBy M HAYYHOW 0OOCHOBAaHHOCTH BKJIFOYaeMOW B

KJIMHUYECKUE PEKOMEHAAUU UH()OpMAITUI.

10.  Ilpuka3 MunznpaBa Poccum ot 13.10.2017 N 804n "OO yTBep»JAE€HUUM HOMEHKJIATYpPbI

MEIULUHCKUX YCIyr".



11. IIpuka3z MunucrepcTBa Tpyaa u coruaibHor 3amuThl PO ot 27 aBrycra 2019 r. 585u «O
KIacCUPUKANUAX ¥ KPHUTEPHUSX, HCHOIB3YEMBIX TIPH OCYIIECTBICHUU MEIUKO-COLUATBHON
SKCHEePTH3bl TpaXaaH (eaepalbHBIMU TOCYJApCTBEHHBIMH YUPEKICHUSIMH MEIHKO-COIMATbHOM
9KCIIEPTHU3BIY;

12. [Ipukaz MunucrtepctBa 3apaBooxpaHeHus P® ot 14 suBaps 2019 r1r. Nedn
«O0 yTBep)KICHUU MOpsAKA Ha3HAUCHHS JIKAPCTBEHHBIX IpenapaToB, (GopM penenTypHbIX OJaHKOB
Ha JIEKapCTBEHHBIE MPETaparsl, MopsiaKa opopMIICHHS YKa3aHHBIX OJIAHKOB, UX y4eTa U XpaHECHUS
13. [Iprka3z MUHHCTEPCTBO 3IpaBOOXPAHEHUS U COLMAIBHOTO pa3BuTus Poccuiickoit denepanyun
«O mopsiike TPUMEHEHHUs JIEKAPCTBEHHBIX CPEJCTB y OOJBHBIX MO JKU3HEHHBIM MOKAa3aHUSAM» OT 9
aBrycta 2005 r. Ne 494

14.  HudopmanuonHoe nucbMo MuH3znpaBa Poccuu o BO3MOXKHOCTH 3aKyNKHU JIEKapCTBEHHOTO

npernapara mo ToproBomy HammeHoBanuro (https://www.rosminzdrav.ru/news/2019/12/18/13043-

minzdrav-podgotovil-informatsionnoe-pismo-po-vozmozhnosti-zakupki-lekarstvennogo-preparata-

po-torgovomu-naimenovaniyu).

HNudopmanus 0 JekapcTBEeHHBIX cpeacrBax: https://grls.rosminzdrav.ru/

OcHOBHbIE HOPMATHBHO-TIPABOBbI€ AaKThl, peryJupymouye OKa3aHue NaJJIMAaTHBHOM
MeIUIUHCKOI MOMOIIHU

1. ®enepanbHblil 3akoH "O BHeceHuU n3MeHeHUH B PenepanbHblil 3ak0H "OO OCHOBaX OXpaHbl
310poBbs rpaxaaH B Poccuiickoit denepannn” no BonpocaM oka3aHus NAJUIMATUBHON MEIULIUHCKON
nomommu" ot 06.03.2019 Ne 18-P3.

2. [Tpuxaz MunsapaBa Poccun Ne 345H, Muntpyna Poccun ot 31.05.2019 Ne 372n «O6
YTBEP)KICHUM TIOJOXKEHUS 00 OpraHM3alud OKa3aHUs MaNIMaTUBHOM MEIUIUHCKONW IOMOIIH,
BKJIOYAsl MOPSAJOK B3aMMOAEHUCTBHA MEIUIMHCKUX OpraHu3alui, OpraHu3alldid COLMAIBHOTO
oOCyXMBaHUSI ¥  OOIIECTBEHHBIX OOBEIUHEHHM, WHBIX HEKOMMEPUECKHUX OpraHM3alui,
OCYILIECTBIISIOLINX CBOIO JESTENLHOCTD B c(hepe OXpaHbl 310POBbHSI».

3. [Tpuka3 MunsapaBa Poccun Ne 348u ot 31 mas 2019 roga «OO6 yTBepKIEHHM MepeuHs
MEAUIMHCKUX W3JEINN, NpeAHA3HAYEHHBIX M MOJJAEpKaHHUsS OpraHOB M CHUCTEM OpraHu3ma
4eNioBeKa, MPEeJ0CTaBISEMBIX ISl UCIIOJIb30BAaHUS HA TIOMY.

4, [Tpuka3z MunzapaBa Poccuu Ne 505H ot 10 mrons 2019 roga «O6 yrBepxkaeHuu Ilopsnka
nepeaayd OT MEIUIIMHCKON OpraHU3aIlK MMAIUEeHTY (€ro 3aKOHHOMY MPEICTABUTENI0) MEAULIMHCKUX
U3JIeNui, peIHa3HAYeHHBIX IS MOA/epKaHusl (PYHKIMI OpraHoB M CHUCTEM OpraHHM3Ma YeJIOBeKa,

AJIg UCITOJIB30BAaHUA HA JOMY IIPU OKa3aHHUU A IAaTABHOMN MGHHHHHCKOﬁ TIOMOIII).


https://www.rosminzdrav.ru/news/2019/12/18/13043-minzdrav-podgotovil-informatsionnoe-pismo-po-vozmozhnosti-zakupki-lekarstvennogo-preparata-po-torgovomu-naimenovaniyu
https://www.rosminzdrav.ru/news/2019/12/18/13043-minzdrav-podgotovil-informatsionnoe-pismo-po-vozmozhnosti-zakupki-lekarstvennogo-preparata-po-torgovomu-naimenovaniyu
https://www.rosminzdrav.ru/news/2019/12/18/13043-minzdrav-podgotovil-informatsionnoe-pismo-po-vozmozhnosti-zakupki-lekarstvennogo-preparata-po-torgovomu-naimenovaniyu

5. [Tpuka3z M3 P® Ne 831 ot 3 oktsa0ps 2019 rona «O06 yTBepKICHHH BEJOMCTBEHHOH 11€7I€BOI

nporpammsl «Pa3BUTHE CUCTEMBI OKa3aHUs NAJUIMATUBHOW MEAULMHCKON TTOMOLIIN.



IMpunoxenune A3.2 Kiaaccupukanusi, KIHMHUKO-IA00paTOPHAss M OHMOXHMHYECKAS XAPAKTEPUCTHKA TJIMKOT€HOBOM

0oJ1e3HM [22]

Tun depmeHT Crpykrypa Tkanu wuaM KJIETKH, B KOTOPbIX BbIABisieTcs | Jlaboparopuele | Jlpyrue cUMOTOMBI, T€YEHHUE,
IJINKOT€HOBOM 0COOEHHOCTHU HEIOCTaTOYHOCTh (hpepMEHTA W3MEHEHUs IIPOTHO3
0011e3HU HAaKOIUIEHUS [Teyenp | Mpmuer | Oputpo | Jleiiko- | ®ubpo- | ['uno- | 'unep
[JIMKOTeHa -IIATHI | IIUTHI OnmacTel | rauke- | -
MU TN
-eMHUs
la (6onesns | I'moko030-6- Hopwmainbnas + — — — — + + 3aznepxkKa pocta M IOJOBOTO
['upke) docdaraza CTPYKTYpa, pa3BuTHS, JIAKTaTalu103,
HOBBIIIEHHOE TUIIEpYpPUKEMUs,  Hojarpa,
coJiep)kaHue aICHOMBI MEYEHH,
renaToLEIIIOSPHbIE
KapIMHOMBI, Heppomeranus,
HepoauTHa3/HeppoKaIbIH-
HO3, ¢dhokanpHO-
CEerMEHTapHbIN
TJIOMEPYIOCKIIEPO3,
[IOYEYHAsT HEIO0CTATOYHOCTD,
KPOHOIO/100HbIE
BOCTIAJIUTENbHbIE
3a00JIeBaHNs KHIIEYHHUKA
Ib Tpanciokasa Hopmansnas + — — - - + + Amnanornyssl npu tune la +
TITI0K030-6- CTPYKTYpa, HEHTpOTIeHUS
docdarassl MOBBIILIEHHOE
(MHKpOCOMAJIbH | coJepKaHue
Bl TPAaHCIIOPT-
HbIH Oenok T1)




Ic MuxkpocomansH | HopmanbHas AHaNOru4YHbI Ipu TUIE la
Bl TpaHCIOPT- | CTPYKTYpA,
HbIi 0enok T> MOBBIIIEHHOE
coJIep>KaHue
11, oonesns | -1, 4- Hopmanbnas Meimeunas c1a00CTh,
[Tomme TIIIOKO3KU/1a3a CTPYKTYpa, ceplieuHass HeIOCTaTOYHOCTh,
(Kncnas{ IMOBBIIICHHOC CMCPTb B BO3pacTC OKOJIO
MajbTasa) coJIepKaHue, 2 neT (MmameHueckuit
TJIMKOTE€H BapHaHT)
HAKaIlJIMBAEeTCs B
JM30COMAX
I, 6one3np | Amuio-1, 6- Kopotkue Muonarus, ¢ubpo3  wiH
Kopu—®opb6ca | raroko3umasza OOKOBBIC  IIETH, UpPPO3 MIeYeHH, 1100
(IMa, b, c, d) nw/wmu  4-0-D- | moBeimennoe yAYYIICHHE  COCTOSHHSA  C
TIIIOKAaHOTPAHC | COZIepIKaHue YMCHBIIICHUEM CTCTICHH
depaza BBIPAXKECHHOCTHU
(TIMKOTeH- CUMITOMATHUKH
JIEBETBANIUN
(dhepmeHT)
v, Gonesns | AMUIIO- VY nuHeHHbIe OrcraBanne B  pa3BUTHUH,
AHziepceH 1,4:1, 6- OOKOBBIE  IIEIH, HApPpO3, CMEPTh B BO3pACTE
TIIIOKaHTpaHcd | HOpMalbHOE OKOJIO 5 JIET OT TEeYEeHOYHOU
epasa coJiep)kaHue HEJIOCTaTOYHOCTH oe3
(TIMKOTeH- TpaHCIUIaHTAIHH MIEYCHH,
BETBAILLIMI pexe — OTCYTCTBUE
(bepmeHT) IIPOrPECCUPOBAHUS
3a00JI€eBaHUS
V, 607e3ub | Mbleunas Hopmanbsnas dusnueckas Harpyska
Maxk-Apria dbocdopunaza CTPYKTYpa, IPOBOLIUPYET CyJ0porH,
YMEPEHHO pabomuonus,
MOBBIIIIEHHOE MUOTJIOOMHYpHS, TOYEHHAS
coJiepKaHne HEJI0CTaTOYHOCTh
VI, 6one3usp | [leueHounas HopmanpHas OtcraBanue B pocre,
Xepca dbocdopmiaza CTPYKTYpa, perpeccupoBaHue
MOBBIIIEHHOE CUMIOTOMATHKHU C BO3PACTOM



http://en.wikipedia.org/wiki/Pompe%27s_disease
http://en.wikipedia.org/wiki/Acid_maltase
http://en.wikipedia.org/wiki/Muscle_weakness
http://en.wikipedia.org/wiki/Heart_failure
http://en.wikipedia.org/wiki/Glycogen_storage_disease_type_III
http://en.wikipedia.org/wiki/Myopathy
http://en.wikipedia.org/wiki/Andersen_disease
http://en.wikipedia.org/wiki/Failure_to_thrive
http://en.wikipedia.org/wiki/Glycogen_storage_disease_type_V
http://en.wikipedia.org/wiki/Muscle_glycogen_phosphorylase
http://en.wikipedia.org/wiki/Rhabdomyolysis
http://en.wikipedia.org/wiki/Glycogen_storage_disease_type_VI
http://en.wikipedia.org/wiki/Liver_glycogen_phosphorylase

COZIepKaHNE

VI, 6onesnp | MblllieuHast HopmanbsHas duznyeckue Harpy3Kku
Taypu bochoppyKkTOK | CTPYKTYpAa, IPOBOLIUPYIOT c1abocTh
nHa3a HOBBIIIEHHOE MBIIIIL U CyJ0porH,
coJiepKaHue reMOJINTHYECKas aHeMHs,
3aJiepXkKKa pocTa
IXal olp- Hopmanbnas 3anepxka MOTOPHOT'O
cyObeauHULA CTPYKTYpa, pa3BUTHS u pocTa,
MEeYEHOYHON MOBBIIIEHHOE perpeccupoBaHue
KHMHa3bI coJiepKaHue CHUMIITOMATHKHU C BO3PacTOM
dhochoprnasel
IXa2 To xe Hopmanbhnas OtcraBanue B pocre,
CTPYKTYDA, perpeccupoBaHue
MOBBIIIEHHOE CHUMIITOMAaTHKHU C BO3PacTOM
coJiepKaHue
IXb B-cyorenuanna | HopmaneHas OtcraBaHue B pocre, nuapes,
HEYCHOYHOM / CTPYKTYpa, MbILIEYHAs TUTIOTOHUS
MBIIICYHON MOBBIIIEHHOE
KHMHa3bI coJiepKaHue
dhochopmiasel
1Xc y-cyobeaununa | HopmanbHas OtcraBanue B pocre,
TECTHKYIISP- CTPYKTYpa, MBIIIEYHAs THIIOTOHUS
HO¥ / TIEYEHOYH | TOBBIILICHHOE
ot KWHAa3bl | COOEpKAHUE
dochopunassl
IXd o-cyObeTMHUIA MeImeunas TUIIOTOHUS,
MBILIEYHON MbllIeyHast arpo¢us, 6oin B
KHHA3bI MBIIIIAX TpU  PUIUIECKOH
dochopunasbl Harpyske
X Mpbineunas [Ipn BBIPAYKEHHBIX
¢dochorauuepar du3nuecKux Harpyskax
MyTaza-2 MBIIIICYHBIE CIa3MBl,
MHUAJITHH, pabJIOMHOJIN3
CHHJIPOM Tpancnoprep 3anepKKa ICUXOMOTOPHOTO



http://en.wikipedia.org/wiki/Glycogen_storage_disease_type_VII
http://en.wikipedia.org/wiki/Tarui%27s_disease
http://en.wikipedia.org/wiki/Phosphofructokinase_1
http://en.wikipedia.org/wiki/Haemolytic_anaemia
http://en.wikipedia.org/wiki/Glycogen_storage_disease_type_IX
http://en.wikipedia.org/wiki/Phosphorylase_kinase
http://en.wikipedia.org/wiki/Phosphorylase_kinase
http://en.wikipedia.org/wiki/Phosphorylase_kinase
http://en.wikipedia.org/wiki/Fanconi-Bickel_syndrome
http://en.wikipedia.org/wiki/Glucose_transporter

daHKOHU— [JIFOKO3bI pa3BuTHS, TyOyIonarus,
bukens (GLUT2) MatbabcopOoIHst
Xl JlakTaToerun- Pa6gomuonms, noyeuHas
porenaza A HEJ0CTaTOYHOCTh
Xl Anpronasza A HenepeHocumocTpb
buznueckux Harpys3ox,
CyJIOpOTH
Xl Enomnaza 3 HenepeHnocumocTpb
buznueckux Harpys3ox,
CyJI0pOTH, YCHJICHHE
BBIPQXEHHOCTH MHAITUHA C
BO3pacToM
XV docdoraokom MeIieuHbIe CIIa3MBbl,
yrasza-1 HENEPEHOCUMOCTh
buznueckux Harpys3oK,
pabaomMuonus, cnabocTh
MBI TA30BOTO JTHA
XV I'muxorenun MEinieuHas cl1aboCTh,
HapylIeHUEe pUTMa cepaua
0 [Teuenounas wu | HopmanbHas MbleyHbie CITa3MBbl,
MBIIIEYHAs CTPYKTYpa, HEMEePEHOCUMOCTD
TJIMKOT€H- MTOHUKEHHOE bu3IIecKux Harpy3oK,
CUHTa3a co/iepKaHue runeprpoduyeckas
KapIMOMHUOTIATHS,
HapylleHue puTMa cepaua
BIUIOTH 10 OCTAHOBKHU
bosesnp dochopunazku | Hopmanbhas Peskas Opaaukapaus,
HaKOIUICHUS Haza cepaua CTPYKTYpa, BBISIBIIIEMasl  aHTEHATAJIBHO,
[JIMKOT€Ha B MOBBIILIEHHOE KapJuOMeranus,
cepaue collep’kaHue B KapJIMOMHUOTIATHS,
MUOKape OMBEPTPUKYISpHAS
runeprpodus, 3aCTOMHAs

cepAeyHas HEJOCTaTOYHOCTb,
OTEeK JIETKUX, acITuT,



http://en.wikipedia.org/wiki/GLUT2
http://en.wikipedia.org/w/index.php?title=Glycogen_storage_disease_type_XII&action=edit&redlink=1
http://en.wikipedia.org/wiki/Aldolase_A
http://en.wikipedia.org/w/index.php?title=Glycogen_storage_disease_type_XIII&action=edit&redlink=1
http://en.wikipedia.org/wiki/Enolase
http://en.wikipedia.org/wiki/Glycogen_storage_disease_type_0
http://en.wikipedia.org/wiki/Glycogen_synthase
http://en.wikipedia.org/wiki/Glycogen_synthase

Hepomeranus,
MBIIICYHAS
MHOIIaTUA

g dysnas
TUIIOTOHUS,

IIpumeuanue: «?» - HET JaHHBIX.




IIpunoxenne A3.3 IloTpeOHOCTH B OCHOBHBIX NNMINEBBIX BelIeCTBAX M JHEPIUH AeTeil

¢ IJIMKOT€HOBOM 00J1e3HbI0 [46]

WHrpenuenTsl Bospact (rojer) % oT
13 |46 |7-10 |11-13 1417 CYTOHHOM
KaJIOPUHHOCT
M Ji| M Ji| u

I'mukorenosas 60oie3Hb | Tuma

benku, r 64 82 98 114 104 124 | 108 |17

Kupsl, T 28 36 43 50 46 55 48 17

VrieBonsl, T 248 | 317 | 378 | 443 402 483 | 419 |66

KanopuiiHocTs, 1540 | 1971 | 2351 | 2749 | 2502 | 3000 | 2607 | 100

KKaJl

I'muxorenosast 6one3us 1, VI u IX tuma

benku, r 75 96 115 | 134 122 146 | 127 |20
XKupsl, r 41 53 63 74 67 81 70 25
VYriaeBoabl, I 207 | 261 |315 | 368 337 402 | 349 |55

KanopwuitHocTts, 1538 | 1957 | 2349 | 2746 | 2505 | 3000 | 2603 | 100

KKala

dusnojgoruyeckas HOpMa

benku, 53 68 77 90 82 98 90 14
Kupsl, 53 68 79 92 84 100 |90 31
VYraeBonsl, 212 | 272 | 335 |390 335 425 1360 |55

KanopwuitHocTs, 1540 | 1970 | 2350 | 2750 | 2500 | 3000 | 2600 | 100

KKala




IIpunoxenue A3.4 Ilian BeleHUs MALMEHTA € [JIMKOT€HOBOM 00J1€3HBIO

Oo0s13aTesibHOE NMPH KAXKIOM JTUCIHAHCEPHOM
npueme 00cjieJ0BaHUE

Yacrora npoBeaeHUust

AnTponomerpus (poct, Macca, pacueT Macco-
POCTOBOT0 COOTHOIIEHHUS)

1 pa3 B 3 mec

O0mmit  (KIMHWYECKWH)  aHau3

pa3BEpPHYTHIN

KpPOBU

1 paz B 3mec (IONMOJHUTEIBHO TIPH
XPOHHUYECKON HEWUTPONECHUHU U ee JyieueHuu ['-

KCD)

OOwmuii (KIMHUYECKUI) aHaJIN3 MOYHU

1 pa3 B 3 mec

Kontpons rnmukemun (MccnenoBanme ypoBHs | 1 paz B 3 Mec (JONMONHUTENBHO MpHU

TJIFOKO3bI B KPOBH) oboctpeHuu, Ha (oHE HUHTEPKYPPEHTHBIX
3a00J1eBaHU)

KouTponb KHCIOTHO-OCHOBHOTO cocTostHusi | 1 pas B 3 Mec  (JOMONHUTENBHO MpHU

(UccnenoBanue ypoBHs Oy(hepHBIX BEIIECTB B | 000CTpeHHH, Ha (OHE HHTCPKYPPEHTHBIX

KpoBH, HMcciaemoBanue YpoBHS BOJOPOAHBIX | 3a00JIEBaHMI)

noHoB (pH) kpoBn)

buoxumuueckuii ananuz kposu (AJIT, ACT, |1 pa3 B 3 Mec (IONONHUTEIBHO MpHU

I'TT, l®, nakrar, oOmmii 60K, X0JIecTeprH, | 000CTpeHUH, Ha (OHE HMHTEPKYPPEHTHBIX

TPUTIULIEPUIBI, MoueBas KHCIIOTa, | 3a00JIeBaHUI)

OmpyOouH, K®K, JIUAT, TJIF0KO03a,

3JICKTPOJIATHI)

Ob6s3aTeibHOE eskeroaHoe obcienoBanue B | Yacrora npoBeneHus

cTalMoHape

Koarynorpamma 1 pa3 Broj

I'mukemuueckuit npoduns | 1 pa3 B roa

(mpu  TWEpBUYHOM  TOCIHUTATU3AIMU IS

BepU(pUKaLMU TUarHo3a — C [NIIOKO30M, 1ajee
— C NUIIEBON HArpy3Koil)

Ornpenenenue coJiepKaHus
anb(adeTonpoTenHa B CHIBOPOTKE KPOBU

1 pa3 B roj (Mpy HAJTUYHUH aJICHOM TIedeHH — 1
pa3 B 3—6 mec)

HccnenoBanne CyTOYHOM 3KCKpelMH cosed ¢ | 1 pa3 B rox
MOYOH, KaJIbLIM-KPEATUHUHOBBIN

K03 puLreHT

Ananus moun o Auc—KakoBckomy 1 pa3 B roz
YpTpa3ByKOBOE  MCCIEOBAHME  OpraHoB | 1 pa3 B roa
OPIONIHOM MOJOCTH, TTOYEK, CepIIia

dubposnacrorpadust neueHu (draacromerpus | 1 pa3 B rox

MIEYEHN)

KomnbrotepHast Tomorpadusi WM MarHuTHO-
pe3oHaHCHasi ToMorpadusi opraHoB OpPIOIIHOM
HOJIOCTH (IO TOKA3aHUSM )

1 pa3 B roj (Ipu HAIMYMK AJCHOM TieueHrn — 1
pa3 B 3—6 mec)

D30¢aroracTpoIyoIeHOCKOIHUS (mo | 1 pa3 BTOx
MOKA3aHUsIM)

OcteoneHcUTOMETpUS TOSICHUYHOTO oThena | 1 pas B ron
II03BOHOYHHUKA

DneKTpoKapauorpaMma 1 pa3 Brog

HpI/I CIXKCTrOJHOM O6CJ'IG)IOBaHI/II/I B OTACJICHWHU BBIITOJIHAKOT BCE MCCICAOBAHNA, OCYIICCTBIISICMBIC




IpH KaKI0M amOynatopHoM mnpueme. Kpome Toro, 10NOJHUTENBHO, MO MOKA3aHUAM, POBOJIST
PEHTTEHOJIOTUYECKOE HCCIIEIOBAaHUE OPTaHOB TPYTHON KIETKH, TPYAOMOSCHHUYHOTO OTHENa
MO3BOHOYHHMKA, KOCTeH KHCTeH, ayekTposnuedamorpammy, MPT romoBHOro Mo3ra,
ompezencHue B KpoBu ypoBuei IgG, IgM, IgA, IgE oOmero u cnemmduyeckux, HBsAg, anti-
HCV, a taxke MHKpOOMOJIOTHYECKOE HCCIeI0BaHME MA3KOB M3 HOCA M 3€Ba, MYHKIMOHHYIO
OMOTICHIO TIEYEeHU C MOPQOJIOTHMYECKUM HCCIICAOBAaHHEM OHMONTATa, MPOBOJAT KOHCYIbTALUU
pa3IMYHBIMH CHEIHATUCTaMU (Bpay-IUeTOJIOT, Bpad-KapIuoIoT/BpadIeTCKUN KapIMoJIoT, Bpay-
HepoJIor, BpPaY-TEeMaTOJIOT, BpAY-HEBPOJIOT, BpPAY-XUPYPI/Bpau-A€TCKUNA XUPYpPr, Bpad-
OTOPHUHOJIAPUHTOJIOT, Bpau-TPaBMaTOJIOr-OpTONE, Bpayu-3HA0KPUHOJIOT/Bpau-JETCKUI
9H/IOKPUHOJIOT, Bpay-aJuIEprojor-UMMYHOJIOT, BPay-CTOMATOJIOr, , MEAUIMHCKUI IICUXOJIOT,
COIMAIBHBIN PAOOTHHK) U JIP.




IIpunoxenue A3.5 PacmdpoBka npuMedyanui

.F¥ — mpemapaT BXOIUT B MEPEYECHb JKU3HEHHO HEOOXOIUMBIX W BaXKHEHIINX JIEKapCTBEHHBIX
npenapatoB (Pacnopspkenue IIpaBurensctBa PO ot 12.10.2019 Ne 2406-p «O06 yTBepkKIeHUH TEpeUHs
JKU3HEHHO HEOOXOIMMBIX M BAaKHEHIIMX JIEKapCTBEHHBIX mpemnapatoB Ha 2020 rox a Takxke mepeyHein
JICKapCTBEHHBIX MpPENnapaToB Ui MEAMIMHCKOINO NPUMEHEHHS W MHUHHUMAaJbHOTO aCCOPTHMEHTa
JIEKapCTBEHHBIX NpPEnapaToB, HEOOXOAUMBIX JUIS OKa3aHUS METUIMHCKON momoum» (C M3MEHEHHSMH,
BHeceHHbIMU Pacniopsbxenuem IlpaBurensctBa P® ot 23 Hos0ps 2020 r. Ne 3073-p «O BHeceHuH
n3MeHeHul B pacnopsbkenue [IpaBurensctBa PD ot 12 okTsa6ps 2019 r. Ne 2406-p.

#... - npumenenue off-label — BHe 3aperucTpUpOBaHHBIX B HMHCTPYKIMH JICKAPCTBEHHOI'O CPEICTBA
MOKA3aHUH OCYIIECTBIISIETCS 10 PEIICHUIO0 BpauyeOHON KOMHUCCHH, ¢ pa3pemieHus JIOKkaTbHOro STHIECKOro
KOMUTETa MEJUIMHCKON OopraHu3anuu (Ipy HAJIUYKUH), C YCIOBUEM MOJIUCAHHOIO MH(OPMHUPOBAHHOIO

coryiacus poauTesel (3aKOHHOTO MPEeICTaBUTENsI) U MaIleHTa B Bo3pacTte crapie 15 ner;



Hpuiaoxenue b. Anropurm BejeHUs NMalUeHTa

HaHI/IeHT C IIOJO3PCHUEM Ha

I'mukorenoByo 601€3HB

Jnarnoctuka

Koncynbranus
poQHUIBEHOTO
crenuaancTa

Her

A 4

Huarsnos
MOATBEPKACH?

Ectp MeTabonnueckas
JIeKoMIIeHcanus?

CTabMIIbHOE COCTOSIHHE

\ 4
HucnancepHoe

HaOIroIeHHE,

IJ1aHOBasd TCpaInusd

Iloxa3ana

TOCHUATAIA3AIINS?

HV

Jlerkoe, Tsoxenmoe
cpenHe- TE4YEeHNE
TSDKENOe
TCUCHUC
\ 4
TI'ocrmuranu3anms
v
Cranuonapo-
3aMEILAOIINE v
TEXHOJIOTHH VYayuimenue
A 4 v

ba3ucHas Tepanust




Ipuiaoxkenue B. UHpopmanus 11 NauueHTOB

I'mukorenoBass 0o0ye3Hb (TJUKOTCHO3bI, OOJE3HU HAKOIUICHHSI TJIMKOT€Ha) — 3TO 0000Iaroiee
Ha3BaHHUE TPYIIBI FTEHETUYECKUX 3a00JIeBaHMIA, B OCHOBE KOTOPBIX JIS)KUT HapyIIeHUEe 00pa30BaHUs HITU
pacuieryieHus TIUKOreHa — TJIABHOTO UCTOYHHWKA TITFOKO3BI B OpraHU3Me, KOTopasi He0OOXOouMa HaM JIJist
MOJJICP)KAHUST HOPMAIIBHOM  KU3HENEATCIIbHOCTH. | TUKOTEHOBYHO OOJIE3HH OTHOCAT K PEIKUM
3a00JIeBaHUSAM, TaK KaK YacTOTa €€ BCTPEYaeMOCTH cocTaBisgeT mnpumepHo 1 cmydait ma 60 000
HOBOPOXXKJICHHBIX. B 0OMEHE IIIMKOTeHa B OpPraHU3Me Y4YacTBYET MHOXECTBO (PEPMEHTOB, aKTHBHOCTb
KOTOPBIX MPU TIIMKOTEHOBOM 0OJIE3HH B pe3yJIbTaTe FTeHETHYECKOTo JAedekTa (MyTanuun) Tu00 CHUXKAETCs,
a10O0 TOJHOCTBIO OTCYTCTBYET. B 3aBHCHMOCTH OT HapymieHUs (PYHKIHM TOTO HMJIU WHOTO (epMeHTa
MPHUHSTO BBIICIATH Pa3IMIHbIC TUIBI 3a00iieBaHus. Tak, B HACTOSIIEE BPEeMsl M3BECTHO 10 15 THIOB
TJIMKOTEHOBOM 0OJIC3HH, KOTOPBIC TOAPA3/CISAIOT HA MEYCHOYHBIC, MBIIICYHbIC ¥ CMeIaHHbIe (hopMbl. B
HACTOSIIEM MOCOOUU MBI KOCHEMCS TOJBKO TE€X THIIOB INIMKOTEHOBOW OOJIE3HH, KOTOPBIC MPOTEKAIOT C
npeumyiiecTBeHHbIM nopaxkenuem neuend (I, [, VI u IX tumsr).

B pesynbpTaTe reHeTnueckod MPeApacIiONOKEHHOCTH Y HOBOPOXKICHHOTO pPEOCHKA TJIMKOTEH HE
MOYET OBITh MTPEBpAILlCH B TIFOKO3Y, TOITOMY OH HAKAIUIMBAETCS B MIEYCHH B OOJIBIINX KOJMUYECTBAX, U3-
3a 4ero opraH nmpuoOpeTaeT OrpoOMHBIC pa3Mephl, a B KPOBU OTMEUACTCs HU3KUI YPOBEHB IIIFOKO3bI. bes
CBOCBPEMEHHOT'0 Hayalia JICUCHHUS COCTOSHUE MAaJbIIa YXYAIIACTCS, HEMPOJIOJDKUTEIBHOE TOJIOIaHUC
MOKET TPHUBECTH K THIIOTJIIMKEMHYECKOW KOME W Jaxe JIeTATbHOMY HCXOAy. I[TOCKONBKY TIIIOKO3a
y4acTBYeT BO MHOTHX OOMEHHBIX IPOIlECCax B OpPraHu3Me, €€ JC(UINT BhI3bIBACT U3MCHEHUS JIPYTHX
nokasareneil KpoBu. Hampumep, yBenWyMBaeTCsl KOHIIGHTpAIMS XOJIECTEPUHA W TPUTIIMIIEPHAOB, B
pe3ynbTaTe 4ero pa3BUBAETCs >KUpPOBas WH(UIBTpallMA TMEYeHHU, KOTopas elle Ooibllie YXY/IIaeT ee
(YHKIIMOHATBHOE COCTOSTHUE. BBhICOKash KOHIIEHTpAIUs JJaKTaTa B KPOBU MPHUBOJIUT K TaK HA3bIBACMOMY
METa0OJTMUECKOMY allUI03y, a YBEIUYECHUE COJEP)KAHHMsI MOYEBOW KHUCIOTHI CIHOCOOCTBYET Pa3BUTHIO
nonarpel. Jlepuuur xanpius sBISETCS MPUYUHON MEIJIEHHOTO pocTa JeTel, ocTeonopo3a U JAe(eKToB
3yOHOU HMaIH.

Cnemuduyeckoe JieYeHWE TIUKOTEHOBOW OOJIE3HW 10 HACTOAIIETO BpeMEHW He paspaborano. Ha
CETOHSIIHUN JICHh OCHOBHBIM TPABHJIOM TEPAIUU SBJSETCS CTPOTOE COONIOJCHHUE PeKMMA IMUTAHUS U
CHEIMAM3UPOBAHHON JUETHI JUISl MPEAYNPEKICHHS] CHUKEHHS YPOBHS TIIOKO3BI HIDKE JOMYCTUMBIX
3HAUEHUH M CBSI3aHHBIX C OTUM JIPYTUX HapYIIEHH OOMEHA BEUIECTB, a TAKXKE KOPPEKIUIO HAPYIICHUN
(YHKITMOHAJIBHOTO COCTOSHUS TICUEHH, JKEITUEBBIBOMANIMX MyTEeH M IKEITYJAOYHO-KHIIIEYHOTO TpPaKTa.
Bonbmmoe 3HaYeHWE TPHUIACTCS OpPraHU3alUU JPOOHOTO TMHTAHUS C PABHOMEPHBIM paclpe/eICHUEeM

JICTKOPACTBOPUMBIX YIJICBOAOB B TCUCHUC CYTOK.



HeoTrpemiieMoOil COCTaBIAIONIEH JUETHl SBISETCS HA3HAYEHUE CBIPOTO0 KYKYpPY3HOTO Kpaxmara,
UMEIOIIETO CBOMCTBO MENJICHHO M HENPEphIBHO pPACHICIUIATHCA IMMOJ JACUCTBHEM (hepMeHTOB
HOJDKETYAOYHOM KeJe3bl 10 TII0K03bl. Ero HeoOXxomumo ymoTpeOssaTh Kaxable 4-6 4acoB (BKIIOYast
HOUHOUM mpueM). M3 mnuimeBoro pannoHa HUCKIIOYAIOTCS caxapo3a (MUIIEBOM caxap), (pykro3a u
rajiakto3a, Tak KakK 3TH caxapa NpU TVIMKOT€HOBOM OOJE€3HHM MOTYT YCHJIMBATh HapylleHHUs oOMeHa
BCIICCTB 1 yXyAlIaTb COCTOSHUC OOJIBLHEIX.

XpoHnueckoe 3a00JIeBaHME OKa3bIBAaCT HETAaTHMBHOE BJIMSHHE Ha (U3UUECKOE COCTOSHUE OOJBHOTO,
CHIKAET €ro akKTUBHOCTh U OTPAHMYUBACT )KU3HEACATEIbHOCTD, TOCTENIEHHO MPUBOS K MHBAIHUIN3AIIUH.
Ceronus, 6maronapst pa3BUTUIO 3(PPEKTUBHBIX TUATHOCTUUECKHUX U JIEYEOHBIX MMOAX0/I0B, MIUKOTCHOBYIO
0oe3Hb MOXHO 3((PEeKTHBHO KOHTPOJIMPOBATH, a C MOMOIIBIO CHCTEMATUYECKOH KOMIUIEKCHOM
peadmIuTaIli TPEAYIPEXIaTh BOSHUKHOBEHHE OCIOXHEHUH. DTO MO3BOJISIET CHU3HUTH JO0 MUHUMYMa

OTpaHHUYCHUS X KU3HCACATCIbHOCTH 6OJ'ILHOFO, TEM CaMbIM CHOCO6CTBy5{ €TI0 UHTCI'pallu B 06H_[eCTBO.

Haub6os1ee yacTo 3a1aBaemMble NAIHEHTAMM M MX POAUTEISAMH BONIPOCHI M OTBETHI:
1. Bomnpoc: CkoipKO NallMEHTOB C TAKUM 3a00s1€eBaHUEM?

OtBer: B Mmupe pacnpocTpaHeHHOCTh OoOJie3HEH HaKOIJIEHHs TJIMKOreHa BCTpedaercs,
npuMepHoO, y oaHoro >kuBopoxkaeHHoro Ha 50 000-100 000. 3HauuT, Takux IOaeH B
Poccuiickoit @eaepanuy HECKOIBKO ThICAY.

2. Bompoc: CriocobHa i nedeHb W30aBISATHCS OT HAKOIUIGHHOTO TIMKOTEHA, BBIOPACHIBas
ero
B OpraHu3m?

Otger: Cam 110 ce0Oe He MomnajgaeT B OPraHu3M U3 MeUYeHH. | TMKOTeH 3TO OYeHb OoJIbIast
MOJIEKYJIa, KOTOpasi He MOXKET MPOXOJIUTh Yepe3 KIETOUHbIE CTEHKH.

3. Bonpoc: IIpu riukorenose 1 tTuna (qeguuuT rioko30-6-pocdaraspl) HaKamIMBaeTcs JInd
IJIMKOTEH B KaKUX-JIMOO APYrUX opraHax, Kpome rne4eHu?

OtBer: [lepunmr raroko30-6-hocdaraspl TakKe U3BECTEH KaK TenaTopeHanbHas 00JIe3Hb
HAKOIUICHUS TJIMKOT€Ha. JTO MPOUCXOAMUT M3-3a TOTO, YTO TJIMKOI'€H HaKaIlUIMBaeTcs, KaK B
MIEYEHH, TaK U B ITOYKAX, YTO MPUBOJUT K YBEITUUEHUIO MIOYEK.

4. Bonpoc: Y Bcex i aereit ObIBalOT CYyJJOPOTH MU MaI€HUH YPOBHS caxapa B KpOBH?

OtBer: YV HEKOTOpBIX JeTEd € IIIMKOreHo30M | W 3 THNOB Aake MpH HU3KOM YPOBHE
caxapa
B KPOBH CYJOpPOTM BO3HUKAIOT HE BCEr/a, YTO MOXXET OBITh CBS3aHO C HM3MEHEHUEM Y
OOJIBIIMHCTBA JIeTei MeTaboInu3Ma, IPH KOTOPOM HCTIONIB3YIOTCS PYTHe HCTOUHUKU SHEPTUH.

5. Bonpoc: Baxxna nu y1s neTeii ¢ TIIMKOT@HO3aMHU JIeTa ¢ BBICOKUM COJIepKaHueM Oenka?



OtBert: Vcnonb30BaHue AUETHI ¢ BBICOKUM COZIEP)KaHUEM O€lIKa MOKET OBbITh MOJIE3HO AJIS
JroIel ¢ TIUMKOTEHO30M 2 W 3 TUHOB. Y MAalMEHTOB € JAePUUIUTOM TIIIIOK030-6-pocdaTassl
0eNI0K HE MOXKET MpeBpalaTbCs B IIIIOKO3Y U3-3a Je(QHIMTA 3TOTO KIIOUEBOro (pepmeHra.
[TaniueHTHI ¢ TIIMKOTEHO30M | THa 00bI9HO mosydaroT 60-70% kamopuii B BUIe yrieBoaoB. B
HACTOsIILEE BPEMs CUMTAETCs, YTO JHETa C OTHOCUTEIbHO HHU3KUM COJIEp:KAHUEM >KHPOB
IOPUHOCUT TOJIb3Y BCEM, MOCKOJIBKY NMPH HEKOTOPHIX (POpMax TIUKOT€HO30B MMEET MECTO
TUIEPIUIUIEMUS.

6. Bompoc: Ilpu ciyyaillHbIX NHOIpEeIIHOCTAX B Jauere (KOH(EThl, HalpuMep) HACKOIbKO

MOTYT
OBITH CEPbE3HBI IOCIECTBUS?

OtBer: Baxno  mnpuzaepxuBathcsi — cOamaHcupoBaHHOW — gueTsl.  CirydaiiHbie
HEOCTOPOXHOCTH BPSi/L JIU BBI3OBYT CE€PbE3HbIE TPOOIIEMBI.

7. Bompoc: Koraa aeru 3a6oseBaroT HHPEKIMEN, COPOBOXKIAIOIIEHCS pPBOTOM, YTO
HEO0OXOANMO MPEAIPUHSTH?

OtBert: [leTsim ¢ 3a001€BaHUSIMHI HaKOTUICHUS TIIMKOTEHA, Y KOTOPBIX HAOI0IaeTCs
JUINTENIbHAsT pBOTA, HEOOXOJUMO MpOBEACHHE MH(PY3MOHHOH Tepanuu (BBEACHUE >KUIKOCTH
yepe3 BEHY), cojepxkalieil riaroko3y. Ecium Bbl Bble3kaeTe 3a Ipejesibl Ballero MecTa
IPOXKUBAHUS, HEOOXOAMMO IMOMPOCUTH BAILEro JIEYAlIero Bpaua COCTABUTh MHCTPYKIMIO B
MMCbMEHHOM BHJI€, YTOOBI MOKHO OBLJIO CIIPABUTHCS C 3TOM CUTYAIMEH B 4yKOM TOpOJIE.

8. Bompoc: KakoBbI IIaHCHI, YTO Y YeJIOBEKa C 00JI€3HbI0 HAKOIUIEHUS TIIMKOreHa Oy1yT
COOCTBEHHBIE 1€TU?

OtBet: MHOTHE B3pOCTBIE C TIIMKOT€HO3aMH UMEIOT COOCTBEHHBIX JIETEH.

9. Bompoc: Eciii 061 1ByM J€TSM OJTHOTO BO3pAacTa ¢ TIMKOTEHO30M | THIa, HO ¢ pa3HBIM
OTHOILIEHHEM K BBIIIOJHEHUIO PEKOMEHIAlUi Bpaya, c/iesiany OUOICHIO TEYeHH, MOXKHO ObLIO
ObI BUJIETh pa3HUILY B UX IE€YEHU?

OtBer: buorncus nedyeHu y maiyeHTa ¢ XOpoOIled KOMIUIAEHTHOCThIO K JIEUEHUIO OyaeT
coJiep’KaTh MeHbIIIEe KUpa. KoHIIEHTpalus IIIMKOreHa CyIieCTBEHHO HE U3MEHHTCS.
10. Bonpoc: Ilepepactet 11 Moii peGeHOK 001€3Hb HAKOTIICHHS?

OTtBet: DTO reHeTUYEeCKH 1eeKT, KOTOPbI HaBCeTAa 3aKOAMPOBAH B TEHETHUECKON
CTPYKTYypE 4eJIOBeKa.

11. Bonpoc: [IpoBoasTcs nu riccneaoBaHus 1 M300peTeHus JIeKapCTBa OT TJIMKOI€HO30B?

OtBert: B nouckax yiedenus 60sie3Hel HAKOIUIEHUS TIIMKOT'€Ha MPOBOAUTCS OIPOMHAs

pabota. Hekoropbie kimtoueBble (DEPMEHTHI BBIAEICHBI. BBICTpPBIM mporpecc B MOJEKYISPHOH

IFCHETUKE OacT CaMbI€ OIITUMUCTUYHBIC ITPOTrHO3EI B 9TOM 00JIacTH.






Ipuiaoxkenue I'l-I'N. HIkanbl oneHKH, BOIPOCHHUKU M Jpyrue OLEHOYHbIE
HHCTPYMEHTbI COCTOSIHMS NAIMeHTAa, MpPHUBEACHHbIE B KJIHHUYECKHUX

PEKOMECHIALUAX

He npumensirorcs



