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Jepuunt 1M30COMHOMN KMC0M IMna3bl — peaKas HacJeACTBEHHas epmeHTonaTtus. B ctaTtbe npegcTaBieHbl 3nngeMno-
Jlorn4ecKkue gaHHble n 0CO6eHHOCTU aThonaToreHe3a AByxX GeHoTUnmM4YecKnx Gopm gepuumnta 1M30COMHON KUCI0M Una-
3bl — 60/1€3HM BosibMaHa 1 60/1€3HM HAKOMIEHUS1 3pUPOB xoecTeprHa. [1o4po6HO onmcaHbl KIMHUYECKUE XapaKTepUCTH-
KM 6biCTpOnporpeccupyioLen ¢opmbl U MEAIEHHO pa3BuBaloLiercsi 60/1€3HU HaKornieHns apupoB xonectepuHa. Ocoboe
BHMMaHWe yAeneHO K/YeBbIM Borpocam AnpoepeHunanbHO-ANarHoCTUYECKOro nomucKa, npuBeAeHbl peKkoMeHaaunm
10 JIe4EeHUI0, OCHOBAHHbIE Ha MPUHLMNaxX JOKa3aTe/IbHON MEeAULMHBI.

Knro4eBble cnoBa: fepUUUT IM30COMHOM KNCI0M annasbl, 601€3Hb BosibMaHa, 60/1€3Hb HAKOMAEHNS 3MPOB X0/1eCTEPU-
Ha, AnarHoCcTuKa, ne4eHne, pepmMeHTo3amMeCcTUTeIbHasi Tepanus, 4eT1
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ONPEAENEHUE pbli KapTupoBaH Ha 10-1 xpomocome (10g23.31). B mexay-
JeduumnTt nu3ocoMHon Kucnon nunasel (OAJIK) — HapoaHOM 6a3e AaHHbIX MO MyTauMaM YenoBeKa OnMcaHo
nporpeccupylowiee HacneacTBeHHoe 3aboneBaHue, oKosio 100 myTauun B reHe LIPA, NpuBOASLIMX K HApyLEHUIO
B OCHOBE KOTOPOro NiEeXUT AedeKT reHa LIPA, Koaunpyto- dyHKUMM depmeHTa. TMpu AJIKJT HOHCeHC-MyTaumu, Kpyn-
ero depMeHT NM30COMHasn Kucnas nunasza (JIKJ1), npu- Hble NepecTPoOMKK reHa, MyTaumu CO CABUIOM PaMKW CYM-
BOASALMIN K HAKOMNEHUI0 3DUPOB X0NeCTeEPUHA U TPUIHU- TbiIBAHUS B FOMO3UIOTHOM MM KOMMAyHLA-reTepo3nroTHOM
LepuraoB B opraHax u TKaHsax [1-3]. COCTOSIHWK, KaK MpaBWIo, BbISBAAIOT NPU TAXKeNbIX Gopmax
3aboneBanus [1, 3, 4]. Hanbonee pacnpocTpaHeHHbIM naTo-

3TUOJIONUSA U NATONFEHE3 reHHbIM annenb — CMHOHMMMYHAs 3aMeHa, Hapylwatouias

OJIK/1 Hacnepyetcs nNo ayTOCOMHO-PeLeccMBHOMY CaWT cnnancvHra B aKk3oHe 8 ¢.894G>A (E8SIM-1G>A), —
TMny. 3abonieBaHune CBS3aHO ¢ MyTaumsamn reHa LIPA, KoTo- ABNSETCA NPUYMHON 3aboneBaHua B 6osiee Yem MONOBU-
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CLINICAL RECOMMENDATIONS

KIUHUYECKUE PEKOMEHAALUU

He onyG/NMKOBaHHbIX cllyyaeB. Hanvuve gaHHOro BapuaHTta
B FOMO3UIrOTHOM WX KOMMAyHA-reTepo3MroTHOM COCTOSIHUM
coxpaHseT 3—5% ocTtatoyHon akTuBHOCTH JIKJT [1-3].

B Hopme nonaBLlive B IM30COMY NyTEM PELIENTOP-0MOC-
pefoBaHHOro 3HAOLMTO3a HenTpanbHble XWpbl (3dUpPHI
XONleCTEPUHA U B MEHbLLIEN CTEMEHU TPUIMULEPUbI) MOA BO3-
nencteueM J1IKJ1 pacuiennatotcsd 40 cBO6OAHOIO XONecTepu-
Ha W XKMPHbIX KMCNOT. ATU NUMNUAbLI U UX OKWUCIIEHHbIE MPO-
M3BOAHble BCTyMaloT BO B3aMmoAencTBuMe C daKkTopamu
TPaAHCKPUNLUUKU (CTEPUHOBLIM PETYISTOPHLIM 3/IEMEHTOM
cBA3bIBaHMA 6enkoB; CPACB), KoTopble HenocpeacTBEHHO
MOAYNMPYIOT 3KCMPECCUIO TEHOB, BOBJIEYEHHbLIX B CUHTE3
W 3axBaT X0JIeCTEPUHA, a TaKKe nunoreHes. MNpu oTcyTCTBUM
WU CHUXEHUM akTuBHOCTU JIKJT adupbl xonectepuHa, Tpu-
rMMuepuabl He pacnajalTcs M HaKanauBalTCs B JIM30-
comax. COOTBETCTBYIOLIMIA HELOCTATOK CBOGOJHOrO Xone-
cTepyHa B KneTke npuBoauT K CP3CB-onocpenoBaHHOM
CTUMYNALMU 3HAOTEHHOrO CMHTE3a XONIeCTEPUHA TMAPOKCH-
METUArNyTapun-koaHamm A (TMI-KoA) peayKkta3on U 3HAo-
LUMTO3a MNOCPEeACTBOM PELENTOPOB JIMMONPOTEMHOB HU3KOM
nnotHoctu (JIMHM). MapannenbHO ¢ 3TUM YBENMYMBaAETCSH

CUHTE3 anonunonpoterMHa B (anoB) M 3Ha4YnTENbHO MOBbI-
waeTtcs obpa3oBaHUe xonecTepuHa AMNonpoTENHOB OYEHb
HU3KoWM nnoTHocTu (JINNOHIM). YBenuyeHune akcnpeccun FMI-
KoA penyKTasbl ABASeTCs NepBUYHbIM pe3ynstatom CPICh-
2-0M0CpPeA0BaHHOI0 BHYTPUKAETOYHOINO YMEHbLUEHUS
X0necTepuHa, NPMBOASA K YBENMYEHUIO YPOBHSA CBOOGOAHOMO
xonecrtepuHa [1, 2].

Takum o6pas3oMm, HaKornjeHue 3dUpPoB XxoNecTepuHa
WU TPUIIMLEPMAOB B OpraHax M TKaHAX COMpPOBOXAaeTcs
AVMCAUNUAEMUEN: B CbIBOPOTKE KPOBKM OnpeaenseTcs nosbl-
LWEHHbIN ypoBeHb xonectepuHa, JIMHI, ypoBeHb nunonpo-
TEWHOB BbICOKOW nnoTHocTh (JINBIT) cooTBeTcTBYET HOPME
WU CHUIKEH. Y 4acTu NaLMEHTOB PerucTpupyeTcs rmnepTpm-
rnvuepuaemMus.

Mpu Hanbonee TAKenon, MnageHyeckon dopme ANKIT —
6one3Hn BonbmaHa (BB) akTMBHOCTL depMeHTa cocTaBnseT
mMeHee 1% OT HOpPMbI, YTO MPUBOAUT K GbLICTPOMY MacCHB-
HOMY HaKomaeHWo 3bMPOB XoNecTepnHa 1 TPUIINLEPULOB
B /IM30COMax MHOIMX OPraHoB 1 TKaHEN, B MEPBYIO oYepelb
B MeYeHu, ceneseHke, HagnovyeyHmKkax, BOPCUHaAX KULWEYHHM-
Ka, KOCTHOM Mo3re, uMdaTnyecKkmx yanax, B Makpodarax
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Clinical guidelines for the management of children
with lysosomal acid lipase deficiency

Lysosomal acid lipase deficiency is s a rare hereditary enzymopathy. The article presents epidemiological data and features of
etiopathogenesis of two phenotypic forms of lysosomal acid lipase deficiency — Wolman disease and cholesterol ester storage
disease. Special attention has been given to the key issues of differential diagnostic search, clinical guidelines based on the
principles of evidence-based medicine have been given.
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PEeTUKYN03HAOTENMANbHOM CUCTEMBI, 4YTO O06ycnoBnvBaeT
NoIMCUCTEMHbBIE MNPOSBNEHNS 6ONESHM.

[pn ©GonNesHn HakonneHns 3bUPOB XOJieCTEPUHA
(BH3X) — deHotune AJIKJ1, xapakTepuaylowemcs 6onee
MeASIeHHbIM NPOrPeECCUPOBAHNEM M BapuabelbHOCTbIO KNn-
HUYECKUX NPOSIBNEHWUIH, — in Vitro onpegenseTca octaTtoy-
Has akTMBHOCTbL JIKJ1 B AnanasoHe 1-12% ot Hopmbl [1-4].

SANMUAEMHUONIOrUA

PacnpocTtpaHeHHocTb AJIKJT BapvabenbHa B 3aBWCK-
MOCTU OT GaKTOPOB 3THUYECKON NPUHALNEKHOCTU U reo-
rpaduyeckoro nonoxexus. Cuntaetcs, 4to yactota AJIK/
cocTtaBnsieT B cpeaHeM 1 Ha 40—300 TbiC. XXMBbIX HOBOPOX-
neHHblx [3]. YacToTa BCTpeyaeMocTn MnaaeH4yeckom dopmbl
3aboneBaHua B 2-2,5 pasa Huxe 1 coctaBnset 1 Ha 100-
500 TbIC. MBbIX HOBOPOXAEHHbIX [5-7]. WccnepoBaHus
no M3y4yeHuto YactoTbl BcTpedaemoct AJIK/T B Poccuu
nposoauMnncb B . MockBe. [JaHHblM noKka3aTenb cocTaBui
npumMepHo 1 Ha 70 TbiC. HOBOPOXAEHHbIX [8].

OCOBEHHOCTU KOAUPOBAHUSA

Mo MEXXAYHAPOJHOW CTATUCTUYECKOM

KJIACCU®UKALIUM BONIE3HENW U NPOBJIEM,

CBA3AHHbLIX CO 3JOPOBbEM

CornacHo MKB-10, 3a6oneBaHne oTHOCKTCA K Knaccy 1V,
60M1€e3HAM 3HAOKPUHHOM CUCTEMBI, PACCTPOWMCTBY MUTaHUS
M HapylleHunto obmeHa BewecTs, «<E75.5 [lpyrne HapyweHus
HaKOMNJAEHWA TUNUAOB».

K/NIACCUDOUKALUA
Bbiaensitot ABe ocHoBHble dopmbl AJTK/:
e  uHPaHTUNbHYO (BB) — ¢ mMaHudecTaumMen B nepsble
6 MEeC KN3HU;
e BH3X — ¢ pe6ioToM B BOo3pacTe cTaplue 6 mec (Hanbo-
nee yacto B 2-5 ner) [3, 9].
Cnenyet oTMeTUTb, 4To AJIK/T — 3TO CneKkTp KAnHUYe-
CKMX GEHOTUMOB C Pa3HbIM XapaKTePOM Te4EHUS U MPOrHo-
30M 60n1e3Hu [3].

K/IMHUYECKASA KAPTUHA

ONKN npeacrtaBnser cobon pasnuyHble GeHoTUNbl —
OT ObICTpONporpeccupyollen netanbHOW MnageHYecKomn
dopMbl U TAXKENbIX AETCKUX BapuvaHTOB C Cepbe3HbIMU
OCNOXHEHMAMM, HANpPUMep LMPPO30OM U Ne4YEeHOYHON Heao-
CTaTOYHOCTbIO B MOAPOCTKOBOM BO3pacTe, A0 CYyOKIUHM-
YeCKux, MArkux dbopm, npossnsowmxca B 6onee craplem
Bo3pacTte [3].

KnuHnuyecKas kaptuHa npu uHpaHTUNbHOK Ppopme
AeduvuunTa TM30COMHON KUCNION Nunasbl (60N1e3Hn
BonbmaHa)

MHpaHTUnbHaa dopma AJIK/ (BB) — peakoe 6bICTpo-
nporpeccupylollee 3abonesaHue, NposBaAsioWeecs ¢ nep-
BbIX MECSALEB XXW3HU, NPUMBOASLLEE K PAa3BUTUIO NEYEHOY-
HOM HEeAOCTaTOYHOCTM W NeTanbHOMY MCXO4y B BO3pacTe
no 1 roaa [10].

Hanbonee xapaKTepHbiMW Mpu3Hakamu BB aBnsatotcs
racTPOMHTECTUHANbHbIE MPOSIBNIEHUS, BK/OYaOWME PBOTY,
avapeto u/unu cteaTopeto. Hacto BbISBASIOTCS yBENMYEHUE
o6beMa KMBOTa 3a CYET B3AYTUSA KULEYHMKa, renaTome-
ranuu u/wnu renaTocnieHoMeranuu, a Takxe noteps seca
C pasBUTMEM TUNOTPODUM U B TKENbIX Cly4asx — Kaxek-
cuun. TakKe XxapaKTepHbl 3ajeprKKka pocta U GU3nM4yecKoro
pa3Butma. Kpome TOro, aTum nauuMeHTaM CBOWCTBEHHbI
MHTEPMUTTUPYIOLLANA NMXopajKa, BANOCTb, aCTEHWSA U Tunep-
pednekecus [2, 10, 11]. Y nauneHToB pa3BMBaOTCS aHEMUS
1 TpOMOOLUTOMNEHMS.

OcobeHHocTbi0 BB sBngoTCA yBENMYEHME M Kanblu-
duKauma Haano4yeyHMKOB, BCTpevallwmecs MpUMepHo
B 50% cnyyaeB [2]. [0 AaHHbIM BU3Yyanu3uPYIOLLMX METO-
[0B, YBE/IMYEHHble HaAMOYeYHUKM COXPaHSIOT CBOK Nosy-
NYHHYIO MW NUpamuaanbHyto Gopmy, Mo BCen napeHxume
X onpenensioTcsl To4YeyHble ovaru Kanbumdukaumu [12].
OTcyTCcTBME KanbunbUKaTOB HaAMOYEYHNKOB HE UCKoYaeT
AWarHos.

Ona nauneHtoB ¢ BB xapaKTepHa HeBponoruvyeckas
cMMnTOMaTuKa, o6ycnoBeHHas nevyeHo4Hon aHuedanona-
TUEN.

Mpn BB BO3HWKaeT cMHAPOM ManbabcopbLUmn, CBSA3aH-
HbIM C HEJOCTATKOM YXMPHbIX KUCAOT, NOBPEXAEHUEM CNU-
3MCTON OBGOJIOYKM KUILEYHUKA W MPOSBAAIOWMUKCA pas3HOMn
CTeneHblo BblpaXeHHOCTU Auapeu, cTeaTtopeu, CuHapoma
M36bITOYHOr0 6GaKTepmnanbHOro pocta u meteopmnama [3, 10].

MaKpOCKONUYECKN MNeyeHb 3HayYUTeNbHO YyBENU-
YyeHa, XKeNToro uBeTa, C XMPHOM MNOBEPXHOCTbIO cpesla.
lenatoumTbl U KneTkn Kyndepa BO BCex 30HaX [OJbKM
cojepxkat MNUAHbIe BaKyoau, YTO MMKPOCKOMUYECKN COOT-
BETCTBYET MENIKOKanebHOW X1upoBon auctpoduun. B 3amo-
POXKEHHbIX 06pa3sLax Npu oKpacke cyaaHoM YepHbliM O06Ha-
pyXMBaKTCA NUNUAHbIE BaKyO/aW, KOTOPble MPW OLEeHKe
B NONSAPU30OBAHHOM CBETE MMEIOT BMA KpPacHOBAaTbIX Kpw-
ctannoB. lMopTanbHbiM M NepunopTasibHbin GUBPO3 YacTo
nporpeccupyeT B MUKPOHOAYNAPHbBINA LMPPO3 NEYEHH.

Mpn ynbTpacTpPyKTYpPHOM MCCNEefoBaHUKM B IM30COMax
BbIIBASIOT HaKoMneHus cybcTpaToB, MMEIOLWMX r1obynsp-
HbIK Y KPUCTaNNIMYECKUIN BUA,.

Onsg To4HON MOPPONOrMYecKon AMarHOCTUKKU B HaCTOA-
wee BpemMs pazpaboraHa UMMYHOTMCTOXMMUYECKAs NaHenb
aHTuTen. O6Hapy»keHne KatencuHa D n aKkcnpeccun Mem-
OpaHHbIX M30COManbHbIX MapKepoB, TaKMX KaK M30COo-
MaslbHO-accouunMpoBaHHble MeMb6paHHble 6enkn 1 un 2
(LAMP 1 1 2) u nn3ocomMalibHbli MHTErpanbHbli MembpaH-
Hbih 6enoK 2 (LIMP 2), BOKpyr nuMnuaHbiXx BaKyonen noa-
TBEPXAAET BHYTPUIN30COMaNbHOE HaKoMJeHWe UNULOB.
Kpome TOro, K rMcTtonorMyecCKMM OCOBEHHOCTSAM OTHOCHAT
TaKKe HaKonneHuwe Luepounaa B makpodarax [3, 11].

OnucaHbl cnyyvaun bB ¢ maHndecTaunen Bo BHYyTPUYTPOO-
HOM nepuofe B BuAe HEKpPO3a HaAMOYe4HWUKOB, MOSUTM-
APOaMHMOHA, HaKonaeHUs adpUMpPoB XoNecTepmnHa B opraHax
N TKAHAX U MMKPOBE3UKYNSPHOro cTeaTto3a nevexu [13]. bB
MOXET ObITb NMPUYNUHON FMBENN BHYTPUYTPOOHOIo pebeHkKa.
Mpu aytoncuun Ha 17- Hel 6epeMeHHOCTU NPOAEMOHCTPU-
poBaHbl HaKOMNJeHWe NMNUAOB B renatouuTax U CUHLMTUO-
TpodobnacTtax, a TakKe HEKPO3 B HAANOYEYHUKOBOW XKene-
3e BHYyTpUyTpoGHOro pebeHka [10].

Y nauueHToB Cc BB onpegensiootca renatomeranvs
Wnu renaTtocnneHomeranus, 6bICTPO pal3BMBaETCA nedve-
HOYHas HeJOCTaTOYHOCTb C MCXOAOM B LMPPO3 MeYeHW.
B 6MOXMMMYECKOM aHanuM3e KPoBU — BblpaxeHHOE NOoBbI-
LWEeHWe YPOBHS TpaHCamuHa3, 3Ha4yuTeNbHOE yBeNnyeHue
6unupybuHa, CMHAPOM XonecTtasda. YacTo BCTpevalowmnmes
nabopaTopHbIM Npu3Hakom npu BB ABnaioTcs noBbiweHMe
YPOBHEN nakTataerngporeHasbl U CbiIBOPOTOYHOrO GeppuTu-
Ha Hapsaay CO CHUXKEHUEM reMornobuHa, a TakKe Npu3HaKu
rMNoKoarynsauuu.

KnuHuyeckasa KapTuHa npu 601€3HU

HaKomnieHus 3pUpoB xonectepuHa

3aboneBaHue gebloTMpyeT B Bo3pacTe cTaplie 6 mec.
BH3X xapakTtepusyetca 6onee MeaNeHHbIM NPOrpeccupo-
BaHMEM W, KaK MNpaBuno, OTCYTCTBMEM HEBPONOrMYECKOM
cumntomatukun. AJ1IKJ1 aBnsetcs MynbTUCUCTEMHbIM 3a60-
nieBaHneM, CUMNTOMbI MOTYT 6bITb 06YCNOB/EHbI MOPAXKEHHU-
€M pasnnyHblX opraHoB. OCHOBHbIMW OpraHamMu-MULIEHAMM
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ABNAIOTCS NEeYEHb, CENEe3EHKA, XKENYA0HHO-KULLIEYHbIN TPaKT,
NoYKuK, cocyabl. MeanaHa nosBAeHUS NePBbIX KIMHUYECKUX
CMMNTOMOB 3aboneBaHns cocTaBnseT 5 neT, HO BO3MOXHa
MaHudecTalms 1 Bo B3pocaoM Bo3pacTte [14].

3aboneBaHne nposiBnseTcs renatomeranuen (6onblue
3a cyeT NpaBoOM JOMW NeYeHU), CBA3aHHOM C HaKoMIeHnem
3bMpoB xonecTepuHa B renatouuTax M Knetkax Kyndepa,
KoTopas onpegensetca y 99% nauneHToB [2], CUHAPOMOM
uuTonunaa, gucaunugemuen. No mepe nporpeccupoBaHms
3abosieBaHua dopmupytotcs GMOPO3 U LMPPO3 MNeveHu
C pa3BUTMEM NEYEHOYHOM HELOCTATOYHOCTH.

YBenunyeHune ceneseHkn 06ycoBAEHO OTNOKEHUEM adH-
pPOB XxonecTepuvHa B Makpodarax v MNporpeccMpoBaHUeEM
LUMppo3a neveHn ¢ bopMmMpoBaHMeM NopTasbHON rMNepPTEH-
31K, YTO COMPOBOXKAAETCH HapacTaHWEM MPU3HAKOB runep-
cnjieHuama (aHemus, nenKoneHusd, TPOMOOUMUTOMEHUS).
CnneHomeranusl onpeaensiercs y 74% nauuenTos [2, 14].

Ovcnunuaemua NposiBASeTCs MOBbIWEHWEM B CblBO-
POTKE KPOBM YPOBHS O6LLErO XONIeCTEPUHA, XONecTepUHa
JIMHM v TpuraMuepuaos nNpuv HOpPMasabHOM WM HU3KOM
ypoBHe xonectepuHa JIMBI (runepnunonpotenHemus llib
TMMNa), 4TO MOXKET NPUBOAUTL K YCKOPEHHOMY pa3BUTHIO aTe-
pockneposa [1-4]. TunepxonectepuHemMus ornpepensercs
y 81% nauneHToB ¢ BH3X, yBennyeHvne KOHLEHTpaL MK xone-
ctepuHa JIMHIM — y Bcex nauyueHToB. [a)ke npu Tepanuu
rMNONUNUAEMUYECKUMU CPEACTBAMMU FUNepxosiecTtepuHe-
MWS COXpaHSAEeTCs y YETBEPTH, a BbICOKUIM ypoBeHb JITTHIT —
y MNONOBUHbI 60NbHbIX. [pyM aHanMse anoaMnonpPoTEUHO-
rpamMMmbl y 60/1bLWMHCTBA NaLMEHTOB BbISBASIOT NOBbILEHWE
YPOBHS OCHOBHOro anonunonpotexHa JIMHIM — anoB [2].

CUHAPOM LMTONM3a — YBE/MYEeHWe YpPOBHSA acnaprtat-
amuHoTpaHcdepasbl (ACT) M anaHMHaMUHOTpPaHchepasbl
(AT) — HabnwgaeTcs NpakTUYECKM Yy BCeX MNauMeHToB
M 4acTo CNYXKMT OAHMM M3 MepBbIX MPOSBNEHUMN 3abone-
BaHMA. AKTUBHOCTb 3TUX GEPMEHTOB B KPOBW BapbupyeT
B LUMPOKOM AManasdoHe (0T 2—5 HOPM A0 NpeBbIWEHNS AaH-
HbIx NoKkasaTtenen B 10-20 pas) [2].

N3-3a BOBNEYEHUS B NATONOMMYECKMI NPOLLECC KULLEY-
HMKa Yy YacTu O6ONbHbIX MOXET HabngaTbCs CUHLPOM
ManbabcopbuMn (HeLOCTAaTOYHOCTb NUTAHKUA, Anapes, ctea-

Topes, HapylleHne BCacbiBaHUS KMPOPACTBOPUMbIX HYTPU-
E€HTOB).

Mpn nporpeccupoBaHnm 601e3HN pa3BuBatoTcs GnbpPO3
M LMPPO3 MeyeHu, NposiBAsoWMnecs renatocnjieHomeranm-
€N, XenTyxow, acuMTOM, BapWMKO3HbIM paclWwupeHuemM BeH
nuueBoaa [2, 11]. MmetoTcs cBeieHns 0 ABYX Cay4dasx pas-
BUTUS renaToueNtoapHoM KapunMHoMbl Ha doHe BHIX [15].

Kanbunbukaums Hagno4yeyHWKoB onucaHa nuwwb y 5%
nauveHtoB ¢ BHIX [2, 14]. BcneactBne paHHero pasBu-
TUS aTepocKnepo3a 4acTo HabnogaloTcs MUweMuyeckas
601e3Hb cepfla, aHeBpu3Ma aopTbl U OCTPOE HapyleHue
MO3roBOro KpoBOOGpaLLleH1s B MONOAOM BO3pacTe.

Mpn Hanuyuu y nauMeHTa NPUM3HAKOB CTeato3a neye-
HW, OTpPULATENIbHOM anKOrolbHOM aHaMHe3€e U OTCYTCTBMUU
CTUIM XPOHUYECKOW asKOro/IbHON MHTOKCUKaUMK (yBennye-
HWe OKONOYLWHbIX XKenes, KOHTpaKTypa [ontouTpeHa 1 ap.)
Heo6Xx0AnMMO NPOBOANTL AuddepeHuMancHylo AnarHoCTm-
Ky HeanKorosbHOM XWpoBoW 60sie3HM nedveHn (HAMKBI)
n ANKJ (BH3X). CoyeTaHue cuHapomMa LMTONM3a, cTeatosa
neyeHu, gucnunugemun tuna llb, cnneHomeranum y geten
M MONOAbIX JINL, C HOPMasbHOM Maccomn Tefla MOXET yKa3dbl-
BaTb Ha Hannyine bBHIX.

Takum o6pasom, BHIX cneagyeTt 3anogo3puTb y Moso-
[blX NALUMEHTOB ¢ renatomeranuen, ysenmyenunem AJIT, ACT
B CbIBOPOTKE KPOBMU, Y KOTOPbIX TaKKe MOXKET MUMETb MECTO
NnoBbllLEHNE YPOBHSA O6LEro XonecTepuHa U xonecTepuHa
JIMHM BMecTe ¢ HEGONbLIMM WKW YMEPEHHBIM CHUXKEHUEM
ypoBHS xosectepuHa JIMBI v runepTpurnuepuaemMmmen
(tabn. 1, 2) [2, 14].

3a6oneBaHusa co CXO4HOM ¢ aedULUTOM

JIN30COMHOM KUC/ION InNa3bl KIMHUYECKON

KapTUHOW

OnddepeHumanbHaa aguarHoctnka AJIKJT nposoautcs
C APYrMMKU IM30COMHbIMKW GONE3HSMU HaKoMNIeHUss — 6ones-
Hblo HUMaHHa — Muka (Tun A, B, C), 6one3Hblo lole, raHrnmo-
31M03aMK1, a TaKXe HapyweHuaMn obMeHa [NIMKoreHa,
YUPHbBIX KMCNOT, ENYHbIX KUCNOT, 601e3Hblo BunbcoHa —
KoHoBanoBa, cemenHow runepxonectepuHemunen, HAXKBI
[4, 14]. NauuneHnTbl ¢ AJIKJT MOryT annTenbHO HabnaaTbes

Ta6auuya 1. CpaBHeHuWe NposiBNeHn MHDaHTUNbHON GOopMbl AedULMTa IM30COMHON KUCNoW nnnasbl (6o1e3HU BonbmaHa) n 601e3Hu

HaKonneHnsa aGuUpPoB XxonecTepuHa

Table 1. Comparison of the manifestations of the infantile form of lysosomal acid lipase deficiency (Wolman disease) and cholesterol

ester storage disease

MposiBneHune UHdanTunbHaa popma AJIKJ1 (BB) BH3X
BospacT Havyana/anMarHoCcTuKu 0-3 mec [eTcKnin/B3pocnbii BO3pacT
Bo3pacT Ha MOMEHT neTanbHOro ucxoaa (6e3 nevyeHus) Ao 6 mec BapnabenbHbin

(B cpeaHeM 3—4 mec)

PBoTa, gnapes + +/—
lenaTtomeranus + +
drnbpo3/UuMppo3 NeveHun +/- +/+
CnneHomeranus + +
Kanbundurkauma Haano4ye4yHnKoB + -
CuHapoM manbabcopbumm + +
TMnotpodusi/KaxeKkcus + -
HeBponornvyeckue NposiBAEHNUS Ha NO3HUX CTaAnUaX 60Ne3HM + -
PaHHuMI aTepocKiepos +/— +

lMpumeyvanune. JNKJT — gedununT NAM30COMHON KMcnon nunasbl; BB — 60ne3Hb BonbmaHa; BHIX — 6051e3Hb HakonaeHns adpupoB xonecTe-

puHa.

Note. LAL-D (AJ1KJT) — lysosomal acid lipase deficiency; WD (BB) — Wolman disease; CESD (BH3X) — cholesterol ester storage disease.



Ta6nuua 2. InddepeHumanbHas AMarHoCTUKa HeanKoro/ibHOM }UPOBOM 60/1€3HU NeYeHU U aeduLmTa TM30COMHON KUCOW nnassbl
Table 2. Differential diagnosis of non-alcoholic fatty liver disease and lysosomal acid lipase deficiency

Mpu3Hak HAXBN BH3X
BospacT nosiBneHns nepBbiXx CAMATOMOB O6bI4HO cTapwe 25 net O6bI14HO MonoXe 25 net
CaxapHblt guabeT 2-ro Tuna O6bI4YHO eCcTb O6bIYHO HeT
OXunpeHune O6bI4YHO eCTb O6bI4YHO HET
AddeKT oT noxyaaHmsa O6bI4YHO eCTb O6bI4HO HET
CnneHomeranus 6e3 acuuta Het Y 3/4 nauneHToB
CumnToMbl Manbabcopbumnu (cTeaTopes, AMapes, oTCTaBaHWe B Pa3BUTUM) O6bI4HO HET MoryT 6bITb
MpexaeBpeMeHHOe pa3BUTHE aTEPOCKIEPO3a U ero ocnoxHeHun (MBC,
aHeBpun3ma aopTbl, OHMK) Her Hacro

lNpumeyaHune. HAXBIT — HeankoronbHas xupoBas 60ne3Hb nevyeHun; BHIX — 6one3Hb HakonneHusa adupos xonectepuHa; MbC — nwemu-
yecKas 6onesHb cepaua; OHMK — ocTpoe HapylleHne MO3roBoro KpoBoob6palleHus.

Note. NAFLD (HAXXBI) — non-alcoholic fatty liver disease; CESD (BH3X) — cholesterol ester storage disease; CHD (MBC) — coronary heart

disease; CVA (OHMK) — cerebrovascular accident.

C TAKUMU AMarHo3aMu, Kak KPUMNTOrEHHbIN LMPPO3 MEYEHH,
renatuT HesiCHOM aTnonoruu [1, 2, 14].

OAUATHOCTUKA

O6pallaemM BHMMaHWE, 4TO, COrNacHO TPebGOBaHUAM
K pa3paboTKe KIMHUYECKMX PEeKOMeHAauMh, K Kaxpao-
My Te3uCy-peKomMeHaauuMM Heob6XoAMMO YyKa3biBaTb CUY
peKomMeHAaLnn 1 JoKa3aTenbHylo 6a3y B COOTBETCTBUKU CO
WKanaMu OLLEHKM YPOBHSA AOCTOBEPHOCTU [JOKa3aTeNbCTB
(YO4) v ypoBHA ybeauTenbHocTuM pekomeHpauun (YYP).
Ona mHornx Teancos YYP v Y4/ 6yayT HUBKUMM MO NMPUYUHE
OTCYTCTBMS NMOCBAWEHHbIX UM KIMHUYECKMX UCCNefoBaHUN
BbICOKOI0O AM3alHa. HeB3npas Ha 370, OHM SBASIOTCA HEOO-
XOAMMbIMU 371leMeHTaMKn 06CcneaoBaHMsa naumMeHTa ansg ycra-
HOBNIEHUA AMarHo3a 1 BblI6opa TaKTUKKN TeYEHUS.

Kputepumu yctaHoB/IeHUA gUarHo3a u COCTOSIHUA

Onpenenenne aktMBHocTU JIKJ1 B Cyxux NsiTHaxX KpPOBM
ABNAETCSH «30/710TbIM CTaHAAPTOM» AUArHOCTUKK 3TOro 3a60-
neBaHua. BbigBneHne CHUXKEHHOW akTMBHOCTM JIKJT no3Bo-
NS9eT NOATBEPAUTb AMArHo3.

[OwnarHos AJIKJ1 ycTaHaBAnBaeTCcs Ha OCHOBaHWU COBO-
KYMHOCTM aHaMHECTUYECKMX W KJIMHUMYECKMUX [aHHbIX,
pe3ynbTatoB flabopaTopHbIX, MHCTPYMEHTaNbHbIX, MOPPO-
JIOFMYECKUX METO0B UCCNef0BaHUN.

Kano6bl n aHamHe3
[Mpn c6ope aHaMHe3a U }anob HeobxoaMmo 0bpaTUTb

BHMMaHMe Ha cleayloliMe }anobbl U aHaMHECTUMYeCcKue

CO6bITHSA:

®  OTArOLWLEHHbIA CEMENHbBIV aHaMHe3 (CXO4Hble CUMMTOMbI
y poAHbIXx 6paTbeB W cecTep npobaHaa, 6aM3Kopoa-
CTBEHHbIN BpaK);

® CNyyau BHe3arnHom 1eTCKOM CMEPTU B CEMbE;

° 3ajeprKKa GU3MYECKOro pas3BuTUS;

® cNnabocCTb, NMOBbIEHHAS YTOMIAEMOCTb;

° renaTomeranus uav renaTocnieHoMeranus;

° aunapes, 601M B KMBOTE, cTeaTopes (NpU BOBIEYEHHOCTH
B NaTO/IONMYECKUI MPOLIECC KULLEYHUKA);

® HOCOBbIE KPOBOTEYEHUS;

®  KENTYLWHOCTb KOXHbIX MOKPOBOB;

° acuur;

° BapMKO3HOE pacluMpeHne BEH NuLLEBOAA (NPU PAa3BUTUN
LMppO3a neyeHn).
anobbl M aHamMHe3 TaKXe onucaHbl B pasjene

«KnnHnyecKas KapTuHar.

dusukanbHoe o6cnepoBaHune
dusuKanbHoe o6cnegoBaHue npu HHPaHTUIbHOMN
¢dopme gepuymnTa TM30COMHON KUC/I0M iMNa3bl
(6on1e3Hn BonbmaHa)
Mpun ocMoTpe HeO6X0ANMMO 06paTUTb BHUMaAHWE Ha cne-

AylOoLLME OCHOBHbIE KJIMHUYECKME NPOABAEHHUS:

° yBeSIMYeHue pa3MepoB NeYveHu;

° yBefIMYeHMe pa3MepOoB CeNe3EHKH;

° yBefiMyeHne pa3MepoB KUBOTa;

° CUHOPOM Manbabcopbumu;

°  runoTpodusa BNIOTb A0 rpybor 3afepKKN GU3MYecKoro
pasBuUTUS;

° nporpeccupylollas 3ajgepikka nCMXoOMOTOPHOIO pa3Bu-
™A, runeppedneKkcus;

®  KEeNTYLWHOCTb KOXHbIX MOKPOBOB;

° MPU3HaKKU Ne4YeHOYHOM HeJOCTaTOYHOCTH.

dusuKanbHoe o6cegoBaHue npu 60s1e3Hn
HaKornieHns1 3pupoB XosiecTeprHa ¢ Je6ToM
B Bo3pacTe cTaple 6 mec
Mpn ocmoTpe Heob6xoaMMo 06paTUTb BHUMaHWe Ha cne-
aylouwme KNMHUYEeCKne NposBaeHus:
° yBe/IMYeHUe pa3mMepoB MeyeHu;
° yBe/IMYEHUE Pa3MEPOB CENE3EHKM.
MogpobHO faHHble dU3MKanbHOro obcnefoBaHUs Onu-
caHbl B pa3aene «<KnMHuyeckas KapTuHa.

JlaGopaTopHble AMarHocTUYECK1e uccneaoBaHusa
Jla6opaTopHble AuarHocTM4ecKne uccsiefoBaHuns
npu HHaHTUIbHON popme gedpuLyUTa TN30COMHOH
Kucsoi nuna3sbl (6os1e3HM BonbmaHa)

e BceM nauuveHTam ¢ Nogo3peHuemM Ha WHbaHTUAbHYIO
dopmy ANKJT (BB) ana BepuduKaumm agmarHosa noka-
3aHO onpegeneHuve aktMBHocTn JIKJT B nmATHax BbICy-
LWEHHOMW KPOBWU UKW NenkoumTax nepudepunyeckomn
KpoBu [16, 17]. YpoBeHb y6e[uUTe/NIbHOCTU pPEeKo-
MeHaauui — B (ypoBeHb AOCTOBEpPHOCTU [JoOKa3a-
TenbctB — 3). OnpeaenexHune akTuBHocTH JIKJT B cyxmx
NATHaAX KPOBW MO3BONSET MOATBEPAUTL WAM ONPOBEp-
rHyTb AvarHo3 AJ1IKJ1 u aBnaeTtcs «3010TbIM CTaHAAPTOM»
AWarHOCTUKM 3TOro 3aboneBaHus.

* T[lauMeHTaMm, y KOTOpbIX BbIIBJEHO PE3KOE CHUXKEHWe
akTnBHOCTK JIKJT B KpOBM, NOKa3aHo NpoBeAeHne Mone-
KYyNAPHO-TEHETUYECKOro WccnefoBaHus (BbIIBIEHUS
MyTauun B reHe LIPA) ¢ uenbto nNoaTBepXKAeHusa aua-
rHO3a Ha MOJIEKYNSIPHO-TEHETUYECKOM YPOBHE, BO3-
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MOXHOCTW MpPOBEeAEeHUS MpeHaTanbHOW WM NpeumniaH-
TAUMOHHOW AMarHocTUKM B cembe [3, 18]. YpoBeHb
y6eauTenbHOCTU peKomeHpauun — C (ypoBeHb
AOCTOBEPHOCTU AOKa3aTeNbCTB — 5). Bo/bWKWHCTBO
nauneHToB ¢ AJIK/1 ABNAOTCS roMO3UrotaMmu UK KOoM-
nayHA-retepo3urotaMmn no MyTauuMaM B KOAMpPYlOLEen
o6bnactu reHa LIPA. BmecTe ¢ TeM onucaHbl UHTPOHHbIE

MyTauuKn U NPOTAXKEHHbIE NEPECTPOMKKU reHa, He BblsiB-

nsiemMble Npu NPoBeAeHUN CTaHAAPTHOrO reHeTUYecKo-

ro uccnegoBaHus. MNaTtoreHHOCTb BbISBAEHHbIX PEeAKMX

M HOBbIX MyTauun TpebyeT LOMNONHWUTENbHbLIX AOKa3a-

TenbCTB. [NOCKONBKY B HacTosiLee BpeMs reHo-beHoTH-

nuyeckas Koppensiuma ycTaHOBEHa TO/IbKO Ha ypOBHE

KnuHunyeckon dopmbl 4JIK/T (BB nn6o BH3X), HO He npo-

cnexuBaetcsa Ans oTaeNbHbIX GEeHOTUNUYECKMX NPU3Ha-

KOB, MONEKYISpHO-reHeTUYEeCKOe UCCnefoBaHue npwu-

MeHseTCs ANS MNOATBEPXKAEHMUS, a He yCTaHOBNEeHMUA

nvarHosa AJ1KJ1. BbisBneHne cemenHon myTaumm reHa

LIPA penaeT BO3MOMHbIM 06cnefoBaHne POACTBEHHMU-

KOB nNpobaHfa, a TaKXe MpoBeAeHWe npeHaTasbHON

M NPeMMNNaHTaLMOHHON AUarHOCTUKM.

e Bcem nauuMeHTam € MOAO3PEHMEM Ha WHOAHTUAbHYIO
dopmy AJIK/T (BB) HeobxoaumMo npoBeAeHue o6LLero
(KNMMHMYECKOro) aHanu3a KPoBW AN1S BbIABNEHUS aHe-
MWW, NenKoneHun, TpombouuToneHmn [10, 14, 18].
YpoBeHb y6eauTenbHOCTU peKomeHaauun — C (ypo-
BE€Hb JOCTOBEPHOCTU AOKa3aTenbCcTB — 5). B pawm-
Kax obuero (KJIMHUMYECKOro) pa3BepHYyToro aHanvsa
KPOBM HEOOXOoAuMbl McCcnefoBaHWe YPOBHA 06LLero
remornobuHa, apuUTPOLMTOB, JIEMKOLMTOB, TPOMOOLM-
TOB B KpoBM, AnddepeHUMpOoBaHHbIK MoacyeT NenKo-
uMTOB (NenmkouuTapHas dopmyna), NPOCMOTP Ma3Ka
KpOBM AN9 aHann3a aHoManum mopdonorum apuTpoLLm-
TOB, TPOMGOLMTOB M NENKOLMUTOB, ONpeaeneHne LBeTo-
BOro nokasaTtens, onpefeneHve pasmMepoB 3pPUTPOLLM-
TOB, MCCNlefOBaHWE CKOPOCTW OCEAaHWs 3PUTPOLIUTOB
(CO93). NaToreHeTn4yecKkne mexaHu3amMbl GOPMUPOBAHMUSA
aHeMuUM U TPOMOOLMTOMEHMU He A0 KOHUA M3YyYeHbl.
OAHUM M3 BO3MOXKHbIX MEXAHWM3MOB SIBASETCS HaKone-
H1e abMpPOB XoNecTepuHa U TPUIMMULIEPUAOB B KETKax
MaKpodaranbHO-MOHOLMTapHOM cucteMbl. Kpome TOro,
aHeMUS MOXET KaK HOCWUTb ajMMeHTapHbi AeduumnT-
HbI XapaKTep, TaK 1 9BNATbCS CAeLCTBMEM runepcnne-
HM3Ma npu GOPMUPOBAHMK MOPTASIbHON TUNEPTEHIUM.
CneacTteuem runepcrnieHmama aBaseTcs Takxe Tpom60-
uuToneHus. OnucaHbl cayvyan BTOPUYHOIO remodaroum-
TapHoro nMMdorucTMoLnTO3a.

YuuTbiBas KpanHiow pegkoctb BB, paHHWi cTapT, no3a-
HIOKO AMArHOCTMKY M 0BbIYHO TSAXKENoe TeYeHue, LOCTOBEPHbIX
[aHHbIX 0 HEO6X0AMMOM YacToTe NPOBEAEHUS UCCNef0BaHMUS
HeT. YacToTa uccnefoBaHus obulero (KIMHMYECKOro) aHasu-
3a KPOBM pa3BEPHYTOro AUKTYETCA COCTOSTHMEM MaLMeHTa.

e [nd onpegeneHvs GyHKLMOHANBHOTO COCTOSIHUS Mneye-
HW, KOTopas SBNSeTCA OAHWM W3 OpPraHoB-MULLEHEN
npu BB, 1 BbiIIBAEHWUA AUCAUNMAEMWUM B KPOBM BCEM
nauneHtam ¢ bB pekomeHaoBaHO npoBefeHWe 6uMO-
XMMWYECKOr0 aHanM3a KpoBW (MccrefoBaHWe YpOBHS
xonectepuHa, xonectepuHa JMNBI1, xonectepuHa JIMHI,
Tpurnuuepunaos, obuero 6enka, anbbyMuHa, obuiero
6UnnpybuHa, 6unmnpyburHa cBA3aHHOIO (KOHbIOTMPOBaH-
HOro), 6unnpydbrHa cBO6OAHOIO (HEKOHBIOIMPOBAHHOTO),
onpeaeneHne aktuBHocTn ACT, AJIT, ramma-rnoTaMmun-
TpaHcdepasbl) Npu AMarHOCTMKE U B NpoLecce AncnaH-
cepHoro Ha6bnwaeHus [18, 19]. YpoBeHb y6eauTteb-
HOCTHU peKomeHpauuni — C (ypoBeHb JOCTOBEPHOCTH
AoKasaTtenbcTB — 5). 119 nauneHToB ¢ BB xapakTtepHo
3Ha4YuTENbHOE NOBbLIWEHWE aKTUBHOCTM TpaHcaMuHas3

(ANT, ACT), runepxonectepuHeMus, runepounmpyobmHe-
MUSl, BO3MOXHa FMNEpPTPUrULEPUAEMUS; YBENnYeHne
KOHUeHTpauun JIMHM, y MHOMMX NauuMeHTOB CHUXEHO
Konundectso JIMBI B KpoBwu. lMpu aHanuse anonuno-
npoTenHorpammbl y 601bWKMHCTBA NaLMEHTOB BbISBAS-
0T MOBbILIEHNE YPOBHS OCHOBHOIO anonunonpoTevHa
JINMHM — anoB. YunTbiBasi KpalHOlO peaKocTb BCTpe-
yaemocTn BB, paHHMK [Oe6lOT, NO34HIOK AWArHOCTUKY
W TSXKenoe TeyeHwe 60Ne3HWU, LOCTOBEPHbIX AAHHbLIX
0 Heob6X0AMMOW YacToTe MPOBELEHUS UCCnefoBaHus
HeT. HYacToTa uccnegoBaHmsa aHanmMsa KpoBu GUoxmmMmye-
CKOro obLietepaneBTUYECKOro AUKTYETCS COCTOSIHUEM
nauuneHTa. Mpu gMarHoCTUKe NPOBOAMTCS onpenenexHve
aktuBHocTn AJIT, ACT, ramma-rniotamuntpaHcdepassbi
B KpPOBM, UccnegoBaHWe ypoBHSA 06Llero 6unmpybuHa,
6unnpybunHa cBA3aHHOIoO (KOHbIOrMPOBAHHOT0), XOJiecTe-
puHa, xonectepuHa JIMHIM, xonectepuHa JMNBIM, Tpuram-
LepuaoB B KpOBU. B AMHaMUKe NpOBOAAT onpenenexHve
aktuBHocTn AJIT, ACT, ramma-rniotamuntpaHcdepassbi
B KpPOBM, UccneaoBaHWe ypoBHSA 06Llero 6unMpybuHa,
6unnpybunHa cBA3aHHOro (KOHbIOIMPOBAHHOI0), XOJiecTe-
puHa, xonectepuHa JIMHIM, xonectepuHa JMNBIM, Tpuram-
LepunaoB B KpoBKM (He MeHee 1 pa3a B MecsL).

Bcem nauveHTam ¢ BB npu gnarHocTuKe 1 ganee B AnHa-
MUKe MPOBOASAT UCCnefoBaHMe Koarynorpammbl (Opwu-
E€HTMPOBOYHOIO WCCNeA0BaHUSA CUCTEMbI remocTasa),
onpeaeneHne NpoTPomMOMHOBOro (TPOM6GONIACTUHOBO-
ro) BPEMEHM B KPOBM WNM B nna3me, MeXAyHapoaHo-
ro HopmManaM3oBaHHOro oTHoweHus (MHO), akTMBMpoO-
BAHHOr0 YaCTMYHOro TPOMOGOMNACTUHOBOIO BPEMEHMU
(A4TB) C Uenbld CBOEBPEMEHHOIO BbISIBAEHUS Hapylle-
HUI remocTasa [11, 20, 21]. YpoBeHb y6eaUTEbHO-
CTU peKkomeHaauun — C (ypoBeHb AOCTOBEPHOCTHU
AoKazaTtenbCcTB — 5). [lp HEOOBXOAMMOCTU TaKKe
onpeaensitoT TPOMGMHOBOE BpeMs B KPOBW, NPOBOAAT
uccnegoBaHue ypoBHA GUOPUHOreHa B KpoBW. [JaHHble
nokaszaTenuM MNO3BONSAOT KOHTPOAMPOBATb CUHTETUYE-
CKYIO GYHKLUMIO NeYeHH, BbIIBASTb CUHAPOM NEYEHOYHO-
K/IETOYHOM HeLOCTaTOYHOCTM W CBOEBPEMEHHO npea-
ynpexaaTb OC/IOXHEHWS, CBA3aHHble C HapyLeHUEM
remocTasa [22].

MaumeHTam ¢ BB Heo6x0aAMMO NPOBOAUTL UCCNEef0BaHKE
YPOBHS 06Llero Koptu3ona, agpeHOKOPTUKOTPOMHOMO
ropMOHa B KPOBMU C LieSibi0 CBOEBPEMEHHON ANArHOCTH-
KW HaANOYEeYHUMKOBOM HEeLOCTATOYHOCTM U Ha3HayeHwus
3aMecTuTenbHon Tepanuu [18, 23]. YpoBeHb yb6eau-
TeNbHOCTU peKoMeHAauuin — C (ypoBeHb fJocTOBEP-
HOCTU pAoOKasaTenbCTB — 5). [pu BbIABNEHUU NpU-
3HAKOB HaAMNOYe4YHMKOBOW HEJOCTATOYHOCTM NOKa3aHo
uccnegoBaHMe ypoBHSA 06LEro KopTnaona, a4peHoKop-
TUKOTPOMHOrO FOPMOHa, MIOKO3bl B KPOBW, onpegene-
HWe PEHWHOBOM aKTMBHOCTM NNa3Mbl KPOBM, UCCeaoBa-
HWe YPOBHS HATPUS, Kanusa B KPOBM.

Jla6opaTopHble AuarHoCcTU4eCKHUe uccrief0BaHus
npu 6os1e3HU HaKonieHns apupoB xosnecTepmuHa
Bcem nauuneHTam ¢ nogo3peHunem Ha BHIX nna Bepudu-
Kauuu AuvarHosda nokasaHo onpejefieHMe akKTUBHOCTU
JIKJ1T B NSTHax BbICYLIEHHOW KPOBW WX NenKouuTax
nepudepunyecKon Kkposu [16, 17]. YpoBeHb yoeauTenb-
HOCTU peKomeHaauuh — C (ypoBeHb JOCTOBEPHO-
CTU AoKasartenbcTB — 3). OnpeaeneHne akTMBHOCTH
JIKT B cyxux nsaTHax KPOBW MO3BONSET MOATBEPAUTb
WM oNpoBeprHyTb gnarHo3 AJIKJ1 n aBnseTcs «3010TbiM
CTaHAapTOM» AUArHOCTUKM 3TOro 3a6osieBaHuUs.
MauneHTam, y KOTOPbIX BbISBIEHO CHWXXEHUE aKTWB-
HocTw JIKJ1, noKa3aHo npoBefeHne MONEKYNSPHO-TeHe-



TUYECKOro UccnenoBaHus (BbiiBNEHWE MYTALMM B TeHe
LIPA) ¢ Lenblo NoATBEPKAEHUSA AMarHo3a Ha MoeKynsap-
HO-reHETUYECKOM YPOBHE, BO3MOXHOCTM MPOBEAEHUS
npeHatanbHON W NpeuMmniaHTauMOHHON AMarHOCTUKMK
B ceMbe [3, 18]. YpoBeHb y6e[uUTesiIbHOCTU pPeKo-
MeHgauuin — C (ypoBeHb AOCTOBEpPHOCTU AOKa3a-
TenbcTB — 5). bonbwKnHcTBO NauuneHToB ¢ AJIKJ1 aBna-
I0TC FTOMO3UroTamMu WM KoMMayHA-retepo3uvrotramu
no MyTauusam B Koaumpylowen oénactu reHa LIPA, onuca-
Hbl MHTPOHHbIE MyTaLMW U NPOTSAKEHHbIE NEPECTPONKHU
reHa, He BbiiBNAsieMble NpW NPoBeAeHWUW CTaHaapTHOro
reHeTM4YecKoro uccneaoBaHusa. TaK)Ke NaToreHHOCTb
BbIIB/IEHHbIX PEKMUX U HOBbIX MyTaLMi TpebyeT Aono-
HUTENbHbIX AOKa3aTenbCcTB. [TOCKONbKY B HacTosllee
BpemMS reHo-peHoTUNNYecKas Koppenauns yctaHoBne-
Ha TONIbKO Ha YPOBHe KauHuyeckon dopmbl A/1KJT (BB
nm6o BH3X), HO He npocnexuBaeTcs AN OTAENbHbIX
GEeHOTUMNYECKUX MPU3HAKOB, MONEKYNSPHO-reHeTnye-
CKOe uccnegoBaHWe MPUMEHSIeETCS ANnS MOATBepXKAe-
HUA, a He ycTaHoBNeHua anarHosa AJ1KJ1. BoiaBneHue
cemMenHon MyTauuu reHa LIPA penaet BO3MOMHbIM
ob6cnenoBaHMe pPOACTBEHHMKOB MpoGaHaa, a TaKKe
npoBeAeHMe npeHatasbHOW W NpeuMniaHTaunoHHOM
MarHOCTUKMU.

Bcem nauueHtam ¢ nogospeHnem Ha BHIX u panee
B IMHAMUKe peKoMeHyeTcsa npoBeaeHne obuero (Knu-
HWYECKOro) aHann3a KpoBu (B cpeaHeM He pexke 1 pasa
B 6 MecC) C Lefblo BbIABNIEHUS aHEMWKU, NENKOMEHUH,
Tpom6ouuToneHun [10, 14, 18]. YpoBeHb y6eautenb-
HOCTHU peKomMmeHaauun — C (ypoBeHb JOCTOBEPHOCTHU
AOKasaTtenbcTB — 5). B pamKax 06Lero (KNMHU4eCcKo-
ro) aHanM3a KpoBW HEOOXOAUMbI UCCnefoBaHUEe ypoB-
HA obuiero remMornobuHa, 3pUTPOLIMTOB, JIEMKOLMTOB,
TPOMOOLMTOB B KPOBU, AMPPepeHLMpoBaHHbIM Moa-
CYeT IENKOUMTOB (NerKounTapHas dopmyna), IpocMoTp
Ma3Ka KpoBM AN aHanu3a aHomManui mopdonorum
3pPUTPOLMTOB, TPOMBOLIUTOB U JIENKOLMTOB, onpeaene-
HWEe LIBETOBOro rnoKasartens, onpeaeneHne pasmepoB
apuTpoumToB, nccnegoBaHne CO3J. laTtoreHeTMyeckue
MexaHW3Mbl GOPMUPOBaAHUS aHEMUU U TpomboLMTOoNne-
HWUW HEe 10 KOoHLA U3y4yeHbl. OAHUM M3 BO3MOXKHbIX Mexa-
HW3MOB SIBNSIETCS HaKomnneHwe 3dMpoB xonectepuHa
WU TPUIMMLIEPWUIOB B K/ieTKax MakpodaraibHO-MOHOLK-
TapHoOM cncTembl. Kpome Toro, aHeMus MOXKEeT Kak UMETb
aNMMEHTapHbIN AebULNTHBIN XapaKTep, Tak U ABNSATbCS
cneacTBMEM runepcrnieHnsma. TpomeoLMToONeHUS ABNS-
eTcs cneacTBMEM runepcnieHnama npu GopmMmmpoBaHnm
nopTanbHOM rMNepTeH3nn, Hapsay ¢ 3TUM ONMUCaHbl CNy-
yan BTOPMYHOro remodaroumMtapHoro nMmM@orncTmoum-
TO3a.

Bcem naumeHtam ¢ BH3X ansa onpeaeneHus GyHKLMO-
HaNbHOrO COCTOSIHUA NEeYeHU, KoTopasa ABASETCH OAHUM
13 opraHoB-mulleHen npu OJIK/1, u onpeaenenus auc-
NMNUAEMUN B KPOBU PEKOMEHAOBAHO NPOBEAEHNE aHa-
nn3a KpoBW OGMOXMMUYECKOro obuieTepaneBTUHECKO-
ro (MccnegoBaHWe YpPOBHS XONecTepuHa, XonectepuHa
JINBIM, xonectepuHa JIMHIM, Tpurnnuepuaos, obuero
6enka, anbbymuHa, obuero 6unmMpybuHa, 6uampybuHa
CBSI3aHHOro (KOHBIOrMPOBAHHOIO), GUNNPYOHHa cBO6GOA-
HOro (HEKOHbBIOrMPOBAHHOIO), OnpeaeneHne akTUBHO-
ctn AT, ACT, ramma-rntotamuntpaHcdepasbl) Npu auva-
rHOCTMKE W B MpoLuecce AWCNaHCEPHOro HaboaeHUs
(B cpeaHeM Kaxkable 3—6 mec) [18, 19, 24]. YpoBeHb
y6eauTeNnbHOCTU peKomeHpauun — C (ypoBeHb
AOCTOBEPHOCTU AOKa3aTenbCTB — 5). Y 60/blINH-
cTBa nauuneHToB ¢ BHIX BbIABNSAIOT NOBbILIEHWE AKTUB-
HOCTK TpaHcamuHa3s (AJ1T, ACT), runepxonectepuHeMuio,

TMNEePTPUIINLEPUAEMUIO; YBENMYEHME KOHLIEHTpaAL MK
JIMHI, y MHOrMX NauneHToB CHUXKeHO KonmyecTso JIMBI
B KpoBW. [pn aHan13e anonnnonpoTenHOrpamMmmbl BbisiB-
NS0T NOBbILIEHWE YPOBHSA OCHOBHOIO ano/iMnonpoTenHa
JINHMN — anoB.

NccnegoBaHue ypoBHA MOYEBUHbI, KpeaTUHUHA B CbiBO-
pPOTKE KPOBW C OnpeaeneHWem CKOPOCTU KIy6GOYKO-
BOM GunabTpauuMmM NpoBOAAT BcemM naumeHtam ¢ BHIX
npu AMarHocTMKe 3abonieBaHUs M NpU AMHAMUYECKOM
HabnoaeHUn (B cpeaHeM Kaxable 6-12 Mec) ¢ Lenbto
KOHTPONA PYHKLMU MOYEK M CBOEBPEMEHHOM AMArHo-
CTUKK ee HapylleHus [24]. YpoBeHb y6eauTenbHOCTH
pekomeHaauuin — C (ypoBeHb JOCTOBEPHOCTU fAOKA-
3artenbcTB — 5).

Bcem nauueHtam ¢ BHOX npu amarHoctvke u fganee
B AMHAaMWKeE PEKOMEHOOBAHO eXerogHoe uccnenoBa-
HWe Koarynorpammbl (OPUEHTUPOBOYHOIO UCCEel0BAHUSA
cUCTEMbl remocTasa), onpeaefieHne nNpoTpPoOMGMHOBOIO
(TPOM6BOMNNACTMHOBOIO) BPEMEHW B KPOBM UK B NMNasme,
MHO, A4TB ¢ Lienbio CBOEBPEMEHHOIO BbIABIEHUS HApY-
leHnn remoctasa [11, 22, 24]. YpoBeHb y6eauTenb-
HOCTU peKomeHaauuhn — C (ypoBeHb JOCTOBEpPHO-
CTU foKa3aTeNnbcTB — 5). [1pn HEOOBXOAMMOCTU TaKKe
onpenensitor TPOM6UHOBOE BPeEMS B KPOBW, MPOBOAAT
nccnenoBaHue ypoBHA GUOPUHOreHa B KpoBU. [aHHble
noKasaTenn Mo3BOJNISIOT KOHTPOJMPOBATb CUHTETUYE-
CKYIO QYHKLMIO MeYeHU, BbIIBAATb CUHAPOM NEeYeHOYHO-
KNeToO4YHON HeAOoCTaTOYHOCTM M CBOEBPEMEHHO Npea-
ynpexaaTb OC/0XHEHWS, CBA3aHHble C HapylleHWem
remocTasa [22].

UHCcTpyMeHTaNbHble AUarHocTU4ecKue
uccnepoBaHus

UHcTpymeHTanbHble AUarHocTuyecKkue
uccaegoBaHusi npu MHPaHTUAbHONU popme
AeduUunuTa IM30COMHOM KUCIOM IMNa3sbl

(6on1e3HM BonbmaHa)

YnbTpa3BykoBoe uccnegoBarune (Y3WM) GptolHOM nono-
ctn (Y3M opraHoB 6GpiOLLIHOM MOMOCTU (KOMMIEKCHOE))
W 3ab6plOWKMHHOIO npocTpaHcTBa (B TOM uyucne Y3U
HaANOYEYHUKOB), a TaKKe AYynJeKCHOe CKaHWpoBaHue
COCyAOB NeyvyeHu (ZynieKCHOe CKaHMpoBaHWe COCyAoB
renaTtobunMapHon 30Hbl), AYNJIEKCHOE CKaHWpoBaHue
COCYyAO0B CeNle3eHKM PEeKOMeHAyeTcs MPOBOAUTL BCEM
nauuveHtam c nopo3peHnem Ha BB u nocne na6opa-
TOPHOrO MOATBEPXKAEHMS AMArHo3a C LeNblo KOHTPO-
NS COCTOSIHMSA BHYTPEHHWX opraHoB [2, 10, 14, 18].
YpoBeHb y6eauTebHOCTU pekomeHaauun — C (ypo-
BeHb [OCTOBEpPHOCTU AoKa3aTtenbcTB — 5). Y3U
OpIOWHOM NOMOCTM MO3BONSET ONpeaennTb pasmepb
NeYyeHn U ceneseHKu, guameTp BOPOTHOM U ceNle3eHou-
HOW BEH, Hanu4yme crteato3a, ¢ubpo3a WM LUMppPO3a
neyvyeHu, KanbLMdUKaToB HAANOYEYHUKOB.

YacTtota npoBeaeHna Y3 opraHoB GpIOLLIHOM MOSIOCTH

(KOMNIEKCHOTr0) 1 3abPIOLWMHHOIO NPOCTPaHCTBa (B TOM YUC-
ne Y3M Hagno4ye4YHWKOB) AUKTYETCA COCTOSSHUEM NaLMEHTa,
HO He pexxe 1 pasa B mecal,.

MpoBeaeHne 33odaroracTpoayoneHockonum (3r4C)
peKkoMmeHgyeTcs nauveHTam ¢ BB npu Hannyuu npu-
3HAKOB MOPTaNbHOM TUMNEPTEH3UM C LIENbI0 OLEHKHM
COCTOSIHMS BeH nuuieBoAa W enyaka [18]. YpoBeHb
y6eauTenbHOCTU peKomeHpauun — C (ypoBeHb
AOCTOBEPHOCTU AOKa3aTtenbcTB — 5). [lpoBeneHune
AracC y nauuneHTtoB ¢ $Gn6PO30M MeyYeHu, NpuaHakamu
NnopTanbHON rMNEePTEH3NMU HEOBXOAMMO ANS OLEHKHU CTe-
NeHW BapUKO3HOIro pacliMpeHns BEeH NuLeBoa v yrpo-
3bl KPOBOTEYEHMS.
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CLINICAL RECOMMENDATIONS

KJIMHUYECKUE PEKOMEHAALUUU

* buoncus neyeHn B Ka4ecTBe PyTUHHOIO MeToaa Ans Noa-
TBEpXK/AeHns aMarHosa bB He pekomeHaoBaHa [18, 25].
YpoBeHb y6eaguTenbHOCTU peKomeHaauun — C (ypo-
BeHb OCTOBEPHOCTU AOKa3aTtenbcTtB — 4). MoxeT
NPOBOAMTLCS C LIe/bI0 OLLEHKMU COCTOSHMSA TKAHU MeYeHH,
onpeaeneHns Haan4us u BblpaXKeHHOCTM cTeaTo3a, CTa-
anMn dGnbposa. MakpOCKOMUYECKU NeYeHb UMEET SPKUI
KENTO-OpaHKeBbIM LBET; FMCTONOrMYecKas KapTuHa
XapaKTepu3yeTcs Hanninem MUKPOBE3UKYISPHOro cTe-
aTo3a, «MeHUCTbIX» KNeToK Kyndepa, npuaHakoB Gu6po-
3a W uMppo3a neyvexu [14, 25].

MpeanoyTUTENbHO UCNONb30BaHWE HEWHBA3UBHbIX
METOAMK, Hanpumep anactorpadum nevyeHn (InacTomeTpuu
neyeHu), MarHMTHO-pe3oHaHCcHoM ToMmorpadumn (MPT) opra-
HOB GpPIOLWHON NofocTH [26].

HUHCcTpymeHTanbHble AUarHocTMyecKkue
uccnenoBaHus Npu 601e3HU HaKonJeHus apupos
XoJsiecTeprHa ¢ 4e6l0TOM B Bo3pacTe cTaplie 6 mec

e Bcem nauveHTam ¢ nopgo3peHnem Ha BH3X ¢ uenbio
AMHAMMUYECKOro KOHTPOS COCTOSIHUS BHYTPEHHMX Opra-
HOB peKkoMeHayeTcs npoBeaeHune Y3WM 6plowHOM nosno-
ctn (Y3W (KoMnneKkcHoe)) M 3abproLMHHOINO NMPOCTPaH-
CTBa, a TaK)e [yn/ieKCHOe CKaHMpOBaHWe CcoCcyaoB
neyYyeHn (AynneKCHoe CKaHMpOBaHWEe COocyfhoB renaTo-
6MNMapHOM 30HbI), AyNNEKCHOEe CKaHMpOBaHWe COCyAoB
ceneseHku [2, 10, 14, 18]. YpoBeHb y6eauTebHOCTHU
peKomeHaauuii — C (ypoBeHb JOCTOBEPHOCTHU AOKA-
3aTenbcTB — 5). Y3M neyeHun n ceneseHkn no3ponser
BbIIBUTb YBE/IMYEHWE MEYEHU U pEXe — CeNe3eHKH,
Hann4yue cteaTo3a, pMOPO3a UK LMPPO3a neveHn. Y3u
3a6pIOLWNHHOI0 NPOCTPaHCTBa, B TOM Yyncne Y3 Haano-
YEYHWKOB, MOXKET BbIIBUTb KanbUMPUKaTbl Hagnoyeu-
HUKOB (y nauuneHToB ¢ BHOX — KpaWiHe peako, He 6onee
5%).

e [launeHTam C KAMHUYEeCKMMK npu3Hakamu BHIX peko-
MeHayeTcs nposeaeHne MPT opraHoB 6pIOLWHOM NO0CTH
n anactorpadum nevyeHu (3NacToOMeTPUN NeYEHH) C LLENbIO
KOHTPOS COCTOSIHMUA MEeYEeHU Npu NpoBeaeHnn GepmeH-
To3amecTuTenbHon Tepanuu (P3T) [24, 27-32]. YpoBeHb
y6eauTeNnbHOCTU pekomeHpaauun — C (ypoBeHb
AOCTOBEPHOCTU fAOKa3aTenbcTB — 5). [lpoBeaeHue
OLLEHKM CTEMEHU BbIPaXKEHHOCTU XMPOBOM AMCTPOdPUM
neyeHu (no MPT) Heo6xoaAMMO 4715 NMOocneayowWwero KoH-
Tpona adbdektuBHocTn P3T. YactoTa wuccnenoBaHui
B cpeaHem: MPT opraHoB 6ptolWwHOM nosoctu — 1 pas
B rog, anactorpadus neyeun — 1 pa3 B 6 mec.

e C uenblo OLEHKM COCTOAHMS BeH nuueBoja
W Kenyaka nauuveHtam ¢ BH3X pexkomeHayetcs npo-
BeaeHue IAIAC [18]. YpoBeHb y6eaUTe/IbHOCTU peKo-
mMeHaauuih — C (ypoBeHb [AOCTOBEPHOCTU [JoOKa-
3atenbcTB — 5). [llpoBegerHne IIAC y nauueHToB
¢ $MOPO30M NeyvyeHu, NpuaHakamu noptanbHOW runep-
TEH3MM HEOBXOAMMO NS OLEHKM CTENEeHN BapUKO3HOIO
paclIMpeHns BEH MULLEBOAA M YTPO3bl KPOBOTEYEHMS.

* [laumeHTam c¢ BH3X peKomeHayloTCcs perucTpauua
anekTpokapanorpammebl (AKI), npoBefeHne axoKapamo-
rpadumn (3xoKl) ans oLueHKN COCTOSHMA CepaeyHOo-Ccocy-
[IUCTOM cucTeMbl (B cpefiHeM Kaxable 1-2 roaa) [2, 24].
YpoBeHb y6eaguTenbHOCTU peKomeHzauun — C (ypo-
BEHb JOCTOBEPHOCTU A0Ka3aTenbcTB — 5). [1pn Hanu-
YUK apUTMUKN HEOBXOANMO NPOBELEHNE CYTOHHOIO MOHMU-
TopupoBaHma IKI (XONTEPOBCKOE MOHWTOPUPOBAHUE),
no NoKas3aHWsiM — CTpecc-TecT (AneKTpoKapanorpadms
C GU3MYECKOM Harpy3Komn) B COOTBETCTBUU C PEKOMEH-
JaumamMu NO BeEeHMI0 MaLMEeHTOB C aTepoCK/IEPO30M
W apuTMHUEN.

Bcem naumeHTam ¢ ycTaHOBNEHHbIM AnarHo3om BH3X
peKomeHAyeTcs NpoBefeHME YyNbTPa3ByKOBOro gonne-
porpadun4yecKoro aHanuMsa COCYy4OB rOJIOBbl W LWeMu:
Y3WN 6paxuouedanbHbix CTPYKTYp (6paxuouedanbHblii
CTBOJ, 06Las, BHYTPEHHAS U Hapy>XHas COHHble apTe-
pUK, NO3BOHOYHASA M MOAKIIOYNYHbIE apTePUN: OLIEHKA
UX AuameTpa, CTEHOK, CKOPOCTM KPOBOTOKa, Hanu-
4Yns/OTCYTCTBUSA MX CTEHO3MPOBAHUSA, TOMNWMHbI KOM-
nnexkca «MHTUMa — Meauar» ANS AMArHOCTMKM aTepo-
CKJIepo3a M OLEHKMW CTEMEHU ero BblpaxKeHHOCTH [14,
18, 24, 33-35]. YpoBeHb y6eaUTe/IbHOCTU PEKO-
mMeHaauumin — C (ypoBeHb [OCTOBEPHOCTU [AOKa-
3atenbcTtB — 5). CornacHo lMpuKasy oT 13 oKTA6pSA
2017 r. N© 804H «O6 yTBEPXKAEHWM HOMEHKNATypPbl
MEANLIMHCKMUX yCyM» OCYLLEeCTBASIOTCS AyNNEeKCHOe CKa-
HUpoBaHne 6paxuouedanbHbiX apTepuU C LBETHbIM
[LOMNEPOBCKUM KapTUpPOBaHWEM KPOBOTOKA, AyMnJieKc-
HO€e CKaHMpOBaHWe 3aKCTpaKpaHuanbHbIX 0TAeNoB 6pa-
xnouedanbHbiX apTepUn, AynSIEKCHOE CKaHWpoBaHue
6paxuouedanbHblX apTepPUn, Ny4eBbIX apTepun ¢ npo-
BeAeHWeM poTaLMOHHbIX NPO6. JONONHUTENBHO MOXET
ObITb NPOBEAEHO ONpeaeneHne NoAbIXKEYHO-N1e4eBoro
(noabiKe4yHo-6paxnanbHOro) UHAEKca, uccnegoBaHa
KanbLUndUKaLNA KOPOHapHbIX apTepuu [24].
B3pocnbiMm nauveHTam ¢ BH3X pekomeHayeTcs
npu Heo6XoAMMOCTH, MO 3aKIYEHUIO Bpayva-Kapamo-
nora, B COOTBETCTBMM C OOLWMMWM MPUHLMNAMKU NoA-
X04a K AMarHOCTUKE aTepocKiepo3a NpoBefeHne KOM-
nblOTEPHO-TOMOrpadryeckon aHruorpadun Ccocyaos
ronoBbl (KOMMblOTEPHO-TOMOrpaduyecKkas aHruorpa-
dus cocygoB rofIOBHOMO MO3ra) M LWen (KoMnbloTep-
HO-TOMOrpaduyecKasa aHrnorpacdus épaxmouedanbHbix
apTepuin) AN OLEHKM COCTOSIHUS CephaedYHO-COCYAM-
CTOM cucTembl [24]. YpoBeHb y6eAUTE/IbHOCTU PEKO-
meHaauun — C (ypoBeHb AOCTOBEPHOCTU JoOKa3a-
TenbcTB — 5).

Buoncus neyeHn B KayecTBe PyTUHHOIO MeTofa AN Noa-
TBepaeHns anarHosa bH3X He pekomeHaoBaHa[18,25].
YpoBeHb y6eauTenbHOCTU peKomeHaauuin — C (ypo-
BeHb [OCTOBEPHOCTU fJoKa3artenbcTB — 5). Moxer
NPOBOAMTLCS C LeNbl0 OLEHKM COCTOSIHUS TKaHM neye-
HW, ONpeAeneHus Haau4ymsa W BbIPAXXEHHOCTU CTe-
aTtos3a, ctagun ¢ubpo3a. MaKpOCKOMNMYECKM MeYvYeHb
UMeEeT XKeNTo-OpaHXKeBbIN LIBET; TMCTONOMMYECKan Kap-
TUHA XapaKTepu3yeTcs Halnymem MUKPOBEIUKYNAPHO-
ro creaTosa, «MeHUCTbix» KneTok Kyndepa, npusHakoB
$nbpo3a 1 unppo3a nedenu [14, 25]. NpeanoyTUTENLHO
MCNonb30BaHWe HEUMHBA3UBHbIX METOAMK, Hanpumep
Y3W, anacTtorpadum nevyeHu (31aCTOMETPUMU MEYEHM),
MPT opraHoB 6ptoLHON NosocTH [26].

UHble gnarHocTu4ecKue uccnefoBaHus

UHble gnarHocTuyecKne uccsiefoBaHuns Npu
UHPaHTHUIbHOK popme fedULuTa IN30COMHOMN
Kucaon nuna3sbl (6one3Hu BonbmaHa)

B BegeHun nauneHtoB ¢ BB Ha Bcex atanax peKoMeH-
LyeTcsi UCnofnb30BaTb MyNbTUAMCLUMNAMHAPHbLIA NoA-
X04, BBMAY TOro 4to 3aboneBaHWe XxapaKTepuayeT-
CSl MOpaxeHWem MHOTMX OpraHoB W cucteMm, TpebyeT
KOMMIEKCHOW Tepanuu, 4TO AUKTYyeT HeOoOX0AMMOCTb
COBMECTHOMO BeAeHMUs naumeHTa cneunannctamum pas-
HbIX Npodunen [18, 26, 36]. YpoBeHb yoeaUTEJIbHO-
CcTU pekomMmeHaauun — C (ypoBeHb JOCTOBEPHOCTHU
AoKasartenbcTB — 5). [launeHToB ¢ BB HabnwogatoT
Bpa4y-racTpoaHTEPONOr U/ UK Bpay-negmaTp npu ava-
FHOCTMKE W Janee He pexe 1 pa3a B Mecsl, a TaKxKe
Bpay-reHeTuK. Heo6xoanMbl KOHCyNbTaLmMu Bpadva-gue-



ToN0ra € LeNblo Ha3Ha4YeHWs HU3KOXKMPOBOWM [AMETHI,
KoppeKunn Manbabcopbumn (MpeKkpalleHne rpyaHoro
BCKapManBaHus, Noa6op crneunann3mpoBaHHom gueTsl
C OrpaHUyYeHUEM XKMBOTHBIX XMPOB, MPUMEHEHUE aeT-
CKOM cMecu ¢ GopMmynon TPUMIULEPUAOB CO CpedHeEn
ONVMHOM uenu, a B psje CuTyauunm v napeHTepab-
HOro nutaHus) [2, 18], Bpadva-kapauonora AeTCKOro
C LeNblo OUEHKM HapylleHUn cephedvHO-COCYyAUCTOM
cucteMbl 1 Tepanuu [2, 14, 18, 32, 33], Bpaya-HeBpoO-
fiora ¢ Uenblo OLEHKW HapyleHWn HEPBHOM CUCTEMbI
[15], Bpada-TpaHcnaaHToNora Npu Haan4ynu NnoKasaHum
ANS NPOBEAEHUs TpaHCniaHTauuMuM neyeHu. B xuaHe-
YyrpoXaluwmnx COoCToAHUAX TpebyeTcs yvacTue Bpaya
aHecTe3nonora-peaHnumartonora. lNepBryHble M NOBTOP-
Hble KOHCynbTalLuKU Bpavyeh WHbIX ChneunanbHOCTEN,
a TaK)Xe MeAMLMHCKOro ncuxonora nokadaHbl nauu-
eHTaM ¢ BB, umewmnm HapyweHus GyHKUMK OpYyrux
OpraHoB U CUCTEM.

e [laumMeHTaM C ycTaHOBJIEHHbIM AuarHo3om BB u Hanu-
Yynem WM3MEHEHWH B HaAMNOYEYHUKax pPeKomeHayeTcs
KOHCY/NbTalLMs Bpaya-aHLOKPUHONOra C Leblo OLEHKHU
dYHKUMN HaANOYEYHNKOB M CBOEBPEMEHHOIO Ha3Haye-
HUS TOPMOHO3aMecTUTeNbHOW Tepanuu [18]. YpoBeHb
y6eauTeNbHOCTU peKomeHpauun — C (ypoBeHb
AOCTOBEPHOCTHU J0Ka3aTenbCTB — 5).

HUHble anarHocTu4ecKne uccieoBaHus
npu 6o1e3HU HaKonJeHus apupoB xonecTepmuHa

* [lpu BeaeHun naumeHtToB ¢ BHIX Ha Bcex aTanax peKo-
MeHAyeTCqs WCMNoAb30BaTb MYNbTUAMCLMUNINHAPHbIN
noaxoA, BBMAY TOro 4To 3abofieBaHMe xapaKTepuayet-
Csl NOpaeHWeM MHOMMX OpraHoB W cucTeMm, TpebyeT
KOMMIEKCHOW Tepanuu, 4T0 AUKTyeT Heo6X04MMOCTb
COBMECTHOIrO BeAeHus nauueHTa cneunanuctamu pas-
HbIX Npodunen [18, 24, 26, 36]. YpoBeHb yoeauTenb-
HOCTU peKomeHAauuin — C (ypoBeHb JOCTOBEPHOCTHU
AOKasaTtenbcTtB — 5). lNauneHtoB ¢ BH3X Habnoaa-
0T Bpa4y-racTpoaHTEPONOr, Bpay-TepaneBT (B AETCKOM
npakTMKe — Bpay-neguaTp), a TaKKe Bpay-reHeTuK,
HEeo6X0AMMbl KOHCYNbTaluMW Bpadva-guetonora C Lenblo
Ha3Ha4YeHWs HU3KOXKMPOBOM AMETHI (NoA6op crneumanu-
3UPOBaAHHOM AMETbl C OrPaHUYEHMEM KMUBOTHbIX KMPOB)
[2, 18], Bpaya-kapamonora (Bpadya-kapauMonora AeTcKo-
ro) C Lenblo OLLEHKM HapyweHUn cepaevHo-coCyancTomn
CUCTEMbI M Tepanuu (OLEeHKa CoCyanCTOro pucka, HasHa-
YeHue NevYeHns — NepB1MYHO U B NOCNEAYIOLEM KaXKable
6 mec) [2, 14, 18, 32, 33], Bpaya-TpaHcniaHTonora
NpU HanM4YMK NOKa3aHWM ANa TpaHCnaaHTaLuMn NeYeHu,
Bpaya-HeBponora npu HaauM4ymum nokasaHwi. B Ku3He-
YrpOXKaloLLMX COCTOSAHUAX TpebyeTcs yHacTne Bpaya aHe-
cTesunonora-peaHmmarosnora.

e KoHcynbTauuv 4pyrux cneumanmcToB naumeHTam ¢ nogo-
3peHneM Ha BH3X wmnu ¢ yctaHOBNEHHbIM AMArHO30M
peKoMeHayloTCs No nokasaHusam [18]. YpoBeHb y6eau-
TeNbHOCTU peKomeHAaauuin — C (ypoBeHb fOCTOBEP-
HOCTHU fOKa3aTtenbCcTB — 5).

JNNEYEHME

Nleyenne [OJIKJ1 BKAO4aeT KaK naToreHeTU4ecKyto
Tepanuio — HasHadvyeHne P3T, TaK U NpoBeAeHUEe CUM-
nTomatuyeckon Tepanuu. Bepenue nauueHtoB ¢ AJIKJ
npeanonaraet MynbTUAUCLUUNINMHAPHbBIA NOAX0oa ¢ 0653a-
TeNbHbIM y4acTMeM Bpayen-racTpo3HTEPOSIOroB, Bpayen-
neavaTpoB/Bpaven-TepaneBToB, Bpayen-reHeTUKoB, Bpa-
4yen-AMeToNIoroB, Bpavyen-Kapanonoros M Bpayven Apyrux
cneunanbHOCTEN, UMEIOLWMX ONbIT B JIEYEHUN 3TOr0 PEAKO-
ro 3abosieBaHus.

MaToreHeTU4YecKoe neyeHue

laToreHeTn4YecKoe 1e4YeHne NnNpmu HHPaHTUIIbHOMN

¢popme gepuymnTa TM30COMHON KUCJIOH IMNa3bl

(6one3un BonbmaHa)

e BceMm nauueHTam C yCTaHOBAEHHbIM AuarHo3om BB
peKkomeHoBaHo nposeaeHne O3T ¢ Lenblo 3ameaneHuns
nporpeccupoBaHna 3a60/eBaHUs, yMEHbLUEHWS pa3Me-
POB MEYEHU U CeNe3eHKK, perpecca unm ctabmnusaumm
Gnbpo3a neyveHu, ycTpaHeHus AUCIUNUAEMUN, YMEHb-
LWEeHNs HaKonfeHuss 3dMpPOB XOJecTepuMHa B opraHax
N TKaHax [27-31]. YpoBeHb y6eAUTENIbHOCTU PEKo-
MeHaauuin — B (ypoBeHb JOCTOBEpPHOCTU AOKa3a-
TeNnbCTB — 2).

Mpenapatom ana ®3T aBnsaetcs cebGenunasa anboda.
B 1 mn pactBopa coaepxutca 2 mr cebennnasbl anbda. 1o
pekombuHaHTHasa dopma yenosedeckon JIKJ1, npoussoam-
Masl ¢ UICNOIb30BaHMEM TEXHONOTMN peKOMOUHaHTHON AHK
B KNETOYHOM KynbType KypuHoro svua. 3T npegHasHayeHa
ANs BOCCTAaHOBJ/IEHWS YPOBHSA 93H3MMATUYECKOM aKTUBHOCTH,
[AOCTATOYHOro ANs rMAPOAM3a HaKOMIEHHbIX 3UPOB Xone-
CTEPUHA M ANS NpeAoTBPaLLEHNS UX AaNIbHEWLLIErO HaKone-
Hus. lNocne BBedeHus cebenunasa anbda OGbICTPO BbIBO-
ANTCS U3 CUCTEMHOIO KPOBOTOKA M MOI/OLLaeTCs KeTKamu,
noctynasi B WX JIM30COMbl Yepe3 MaHH030-6-docdaTHble
peuenTopsbl.

BBegeHue npenapaTta OCyLUECTBASETCS NapeHTepasb-
HO B BWAE BHYTPUBEHHbIX WMHOY3UK Yepe3 nepudepuye-
CKWW BEHO3HbIM KaTeTep uan 4yepes NopT-CUCTEMY, KOTOpble
yCTaHaBMBAIOTCS COMMAacHO METOAMYECKUM PYKOBOACTBAM
«BeHo3HbIn gocTyrn» (2019) [37] ¢ MCNoO/b30BaHWEM HEO6-
XOAMMbIX N€KapCTBEHHbIX cpeacTB. [opT-cucTemMbl ycTa-
HaBnMBaloTCa cornacHo PacnopsikeHuto [MpaButenbcTtBa
Poccuiickon depepaunn ot 31 aekabps 2018 r. N2 3053-
p «O6 yTBEPXAEHWU NEepeyvyHs MeAUMLMHCKUX WU3OeNnun,
UMMNAHTUPYEMbIX B OpPraHnM3M 4esoBeKa MNpu OKa3aHuu
MEAMLMHCKOM MOMOLM B paMKax nporpamMmmbl rocygap-
CTBEHHbIX FapaHTMM GecniaTHOro OKal3aHWs rparKgaHam
MEAMLMHCKON MOMOLLM, a TaKKe MepeyHss MeAMLIMHCKUX
M3aennin, OTMycKaemblXx MO peuentam Ha MeaMLMHCKue
n3genva npy npeaocTaBieHnn Habopa CoLMabHbIX YCay.

PeKoMeHOOBaHHbLI pPEXUM [O03UPOBAHWUA 3aBUCUT
OT Bo3pacTa. [etam J0o 6 mec peKoMeHAyemas Ha4allb-
Hasa go3a cocTtaBnseT 1 MI/Kr, B nocnegylouwem, B clyyae
HegoCTaToO4YHOro 3adp@eKkTa nocne NpPoBEeAEHUS KaK MUHU-
MyM 4 nHbY3MK, cnefyeT paccMOTPeTb yBeauvyeHue A03bl
[0 3 MI/Kr BHYTPUMBEHHO 1 pa3 B HeAento (CM. MHCTPYKLMIO
no MeaMUMHCKOMY MPUMMEHEHMIO npenapata cebenunasa
anbda [38]). JanbHenwee yBennyeHne [o03bl 4O 5 MI/Kr
1 pa3 B Heaento cneayeT pacCMOTPETb B C/lyvae HeJoCTaTou-
HOro OTBETa Nocne NPoBeAeHUS KaK MUHUMYM 4 JOMOHM-
TenbHbIX MHOY3MNK. Nocnegyowme KOppeKLMN 4O3bl MOXHO
NpPOBOAWNTbL MHANMBUAYANbHO B 3aBUCUMOCTH OT AOCTUKEHUS
N noaaepaHus TepaneBTUYECKUX LeNen, BO3SMOXHO MNpw-
MeHeHue 10 7,5 Mr/Kr (6onee BbICOKME A03bl HE U3y4YalnCb)
[27, 38, 39].

Heob6xoanMmbin 06bEM npenapaTta MealeHHO pa3BoasaT
B HYXXHOM o6beme pacTBopa HaTpus Xjopuia COrnacHo
Becy (Tabn. 3). Becb He06x0ANMbIN 06bEM pacTBOpa AO/MKEH
OblTb BBEJIEH HE MEHEE YeM B TeveHue 2 4.

Cnenyet obpauwiatb BHMMaHWe Ha cobntogeHve WHTep-
BasoB Mexay MHOY3MSAMKM U HEeAomnyCTUMOCTb MepPepPbIBOB
B TEpanuu, Tak KaK HapylleHUe pexxmma ne4yeHnss conpoBo-
*AaeTcs MoTeHUManbHbIM PUCKOM YXYAWEHUS COCTOSHUS
nauueHTa u nporpeccnpoBaHua cumntomoB BB.

Heo6xoaMM MOHWUTOPWMHI OCHOBHbIX MapamMeTpoB Teye-
HMA 3a601eBaHUA: OLLEHKa OKPYXXHOCTU CpeHen YacTu nie-
ya, onpegenenune aktuBHoctn AJIT, ACT B KpoBM, Uccneno-
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CLINICAL RECOMMENDATIONS

KJIMHUYECKUE PEKOMEHAALUUU

Ta6nuuya 3. PekomeHaoBaHHble 06beMbl BBEEHUS cebenvnasbl
anbda

Table 3. Recommended administered volumes of sebelipase alfa

BenununHa maccobl Tena, Kr 06wWwuit 06bemM UHPY3UU, M
1-10 10
11-24 25
25-49 50
50-99 100
100-120 250

lMpumeyarHmne. O6beM MHOY3UK JOMKeH 6a3npoBaTbCs Ha Ha3Ha-
YEeHHOW [J03e W AOMKEH OblTb NPUrOTOBMIEH 4O OKOHYATEIbHOM KOH-
ueHTpaumm cebenunasbl anbda 0,1-1,5 mr/mn (go3a 1 mr/Kr) [38].

Note. The volume of infusion should be based on the prescribed
dose and should be prepared before the final concentration of
sebelipase alfa 0.1-1.5 mg / ml (dose 1 mg / kg) [38].

BaHWe ypoBHSA deppuTtMHa B KPOBM, UCCEeJOBaHMUE YPOBHS

C-peaKTMBHOro 6esika B CbIBOPOTKE KPOBM, Koarynorpam-

Ma (OPMEHTMPOBOYHOE MCCNefoBaHWE CUCTEMbl FemMocTa-

3a), CTOMKasg Wnu yxyjlalolwasacs opraHoMeranus, 4yactble

MHTEPKYPPEHTHbIE MHOEKLMK U CTOMKOE YXYALIEHWE APYTrUX

CUMMNTOMOB (Hanpumep, CO CTOPOHbI XKENYA0HHO-KULLIEYHOTO

TpakTa) [38].

e [launeHtam ¢ BB pekomeHaoBaHO NpoBeaeHne meauKa-
MEHTO3HOW NpemMefuKauun aHTUrMCTaMUHHBIMU cpel-
CTBaMu CUCTEMHOIO AENCTBUS W/WUAN HECTEPOULHbIMU
NPOTUBOBOCNANNTENbHBIMW U NPOTUBOPEBMATUHECKUMMU
npenapatamu / npenapatamu rpynnbl «Jpyrue aHanb-
reTUKU U aHTUMUPETUKM» COTNAaCHO UHCTPYKLIMK MO NpwU-
MEHEHMIO NEKAPCTBEHHbIX NpenapaToB Npu NOSBIEHUU
Nno6GOYHbIX peakumi ¢ nocneaywouen uHoysnen cebe-
nunasbl anbda [27-31, 40, 41]. YpoBeHb y6eautenb-
HOCTU peKomeHpauui — C (ypoBeHb JOCTOBEPHOCTH
AoKasaTenbcTB — 4). Y nauueHtoB ¢ BB, nony4yato-
wux ®3T, Kak U Npu BHYTPUBEHHOM BBeEAEHUM N06O-
ro Apyroro 6esKoBOro npenapaTa, BO BpeMsd UHDY3uK
WK B TeYeHWe OHS nocne npoBefeHUs UHOY3UKU MoryT
pa3BUTbLCS NOBOYHbIE peaKLmu (Tnxopanka, 03HO6, pBO-
Ta, KpanuBHULLA, TAXKENble peakuun runepyyBCcTBUTENb-
HOCTW annepruyeckoro Tmna). Mpu nossaeHnn N060YHbIX
peakuun BO Bpemsa / nocne MHOy3un peKomeHayetcs
COOTBETCTBYIOLLEE fleyeHne, Npu KOTOPOM HeEOBX0ANMO
cflefoBaTtb COBPEMEHHbBIM PEKOMEHaLUAM.

MaToreHeTH4YecKoe neyeHue nNpu 60s1e3Hu
HaKonieHus 3¢pUpoB xoslecTepuHa B BO3pacTte
cTapue 6 mec U B3pocC/ibIM

e [lauMeHTam C YyCTaHOBNEHHbIM AuarHo3om BHIX

C Uenblo 3aMelnieHns nporpeccupoBaHus 3abosneBa-

HUS, YMEHbLUEHUS Pa3MepoB MEYEHU WU CeNe3eHKM,

perpecca unu ctabunusaunn dGubposa neveHu, yctpa-

HEHUS AWCAUNUAEMUU, YMEHbLIEHUS HAKOMNEHUs adu-

pOB XOJleCTEPUHA B OpraHax U TKaHAX peKoOMeHA0BaHOo

nposefeHne ®3T [27-31]. YpoBeHb y6eAUTENIbHOCTHU
pekomeHaauuin — B (ypoBeHb JOCTOBEPHOCTU JOKA-

3aTtenbCcTB — 2).

Mpenapatom ana ®3T asndetca cebenunasa anboda.
®3T npegHas3HadveHa AN BOCCTaHOBNEHUS YPOBHS 9H3UMa-
TUYECKOM aKTUBHOCTH, JOCTATOYHOIO AN rMAPON3a HaKo-
nAeHHbIX 3bMPOB XonectepuHa M ANA NpefoTBpaLleHus
WX JanbHenwero HakonneHus. locne BBeaeHus cebenu-
nasa anbda 6bICTPO BbIBOAUTCSH U3 CUCTEMHOIO KPOBOTO-
Ka W nornowaeTca KJieTkamu, nocrtynag B WX JIM30COMbI
4yepes MaHHO030-6-pocdaTHble peLenTopsl.

JeTtam cTtapwe 6 mec U B3pOCabIM npenapar BBOAAT
13 pacyeta 1 MI/Kr Kaxkable 2 Hef. Pa3pelleHo yBenmyeHne
[0o3bl 4o 3 Mr/Kr 1 pa3 B 2 He[ UCXOAs U3 KIIMHUYECKOro
oTBeTa. Heobxoamnmbii 06bEM NpenapaTa MeaseHHO pa3Bo-
[AT B HY)XXHOM 06beMe pacTBOpa HaTpMs XJopuaa cornacHo
Becy (cm. Tabn. 3). Becb HeobxoanMmbln 06beM pacTBoOpa
cnefyet BBOAWUTb NPUBIM3UTENbHO B TedeHue 2 4. [Npu xopo-
e NepeHoCUMOCTM npenapaTa NauMeHTOM MOXET ObiTb
paccMOTPEeH Nnepexoa Ha nposefeHne UHOY3WKM B TedeHue
1 4. B cny4yae nNoBblWEHUS [03bl ANUTENbHOCTb MHPY3UK
MOXET 6blTb YBESIMYEHA.

Cnepyet obpauwaTb BHMMaHWE Ha COGMOAEHUE WHTEP-
BafoB Mexay MHOY3USMU M HeaomnyCTUMOCTb NepepbiBOB
B Tepanuu, Tak KaK HapylleHWe pexxmma nevyeHuns conpoBo-
¥OaeTcs MOTeHUMaNbHbIM PUCKOM YXYAWEHWUS COCTOSHUSA
nauueHTa 1 nporpeccmpoBaHunsa cumntomoB BHIX.

Heo6xo0aMM MOHWUTOPUHI OCHOBHbIX MapamMeTpoB Teye-
HUS 3a60/1eBaHMS.

Mpn o6cnegoBaHnmn cMbNHIoB (6paTbeB M CecTep npo-
6aHfa) MoryT 6biTb BbiiBNieHbl aetu ¢ AJIKJ1, He nmetowme
KJIMHUYECKMNX MPOSIBNEHUI. TakMe MauWeHTbl HyxKAatoTcs
B 06cnefoBaHnM M HAbNOOEHWUN, HAYMHATb UX Ie4eHne Heoo-
XOAMMO MpPU MOSIBNIEHMU MEPBbIX KIMHUYECKUX MK nabopa-
TOPHbIX CUMMNTOMOB 60JIE3HM.

e [laymeHTtam ¢ BHIOX nokasaHo npoBeaeHWe MeaMKaMeH-
TO3HOM NpemMeanKaLMmM aHTUrMCTaMUHHBIMU CPEACTBaMMU
CUCTEMHOIO AENCTBUS U/UIN HECTEPOUIHLIMU NPOTUBO-
BOCMaNTENbHBIMW U NMPOTMBOPEBMATUYECKUMU Npena-
paTamu / npenapatamu rpynnbl «[pyrue aHanbreTmku
M @HTUMUPETUKU» COTNIACHO MHCTPYKLIMM MO MPUMEHEHUIO
NleKapCTBEHHbIX NpenapaToB Npu NosBAEHUM MOGOYHbIX
annepruyecKknx peakuum ¢ nocneaywowen nHdysunen
cebenunasbl anbda [27-31, 40, 41]. YpoBeHb yoeau-
TeNbHOCTU peKoMmeHaauun — C (ypoBeHb focTOBEp-
HOCTU JOKasartenbcTB — 4). Y nauueHTtoB ¢ BH3X,
nonyyatowmx 3T, Kak U NPU BHYTPUBEHHOM BBEAEHMU
no60oro Apyroro 6e1K0BOro npenapara, Bo Bpems MHOY-
31U UK B TEYEHME AHS NPOBEAEHNUS MHDY3UKU MOTYT pas-
BMTbCS NMOGOYHbIE peaKkuuu (Mnxopaaka, 03HO6, pBOTa,
KpanuBHULA, TSXKENble peaKkuuu rmnepyyBCTBUTENbHO-
CTW annepruyeckoro tuna). MNMpu nosaBAeHUN NOBGOYHbIX
peaKkuun BO Bpems / nocne uHdy3um pekomeHayeTcs
COOTBETCTBYIOLLEE fIeYeHMe, NPU KOTOPOM HeoBXoanMO
cllegoBaTb COBPEMEHHbLIM PEKOMEHAALMAM.

CumnToMaTU4yecKoe neyeHue
BKkntoyaeT Ha3dHayeHue AneTbl C OrpaHUYEeHHbIM coaep-
YaHWeM XKUPOB, le4eHne ConyTCTBYIOLWEN NAaTOIOM M.

CumnromaTu4ecKoe se4eHue npu UHGaHTUIbHON
popme gepuyunTa IM30COMHON KUCJIOH IMNa3bl
(6one3un BonbmaHa)

e [laumeHTtam ¢ BB peKoMeHaoBaHO Ha3Ha4YeHUe BUTaMu-
HOB B CBSI3W C HEAOCTATOYHbIM MX YCBOEHUEM W3 MULLMH,
06YyCNOBMEHHBIM HapyWeHUWEM KMUILIEYHOTrO BcCachbiBa-
HUS y YacTu nauueHToB € BB, C Uenblo BOCNONHEHUS
nx pgeduumta [18]. YpoBeHb y6eaUTENIbHOCTU peKo-
mMeHaauun — C (ypoBeHb JOCTOBEPHOCTU AOKa3a-
TenbCcTB — 5). [Ang OWMaArHoCTUKM TrMNOBUTAMMHO3a
M PacCMOTPEHUSI BOMPOca O HEOBXOAMMOCTU Ha3Hauve-
HUS Tepanuu HeobXxoanM NprUem (0OCMOTP, KOHCYNbTaL M)
Bpaya-3HAOKPUHOIOra U/Mnn Bpadva-racTposHTeponora
n/vnv Bpava-amMeTtonora.

e [laymeHtam ¢ BB n Hagno4e4yHMKOBOW HEAOCTATOYHO-
CTbiO MPOBOAAT 3aMeCTUTENbHYIO Tepanuio npenapara-
MU rpynnbl «<KOPTUKOCTEPOUABLI CUCTEMHOIO AEMCTBUS»
(MMHEpPaNOKOPTMKOMAAMU W/WN TIIIOKOKOPTUKONAAMM)



COrnacHO COOTBETCTBYIOWMM PEKOMEHAALMAM C LEeNbio
KOppeKUMnU Haano4yeyHMKoOBOM HepocTaToyHocTM [18].
YpoBeHb y6eauTenbHOCTU pekomeHaauun — C (ypo-
BEHb JOCTOBEPHOCTHU OKa3aTenbCcTB — 5).

CumnTomaTuyecKoe siedeHue rnpu 601e3Hu

HaKon/ieHus1 3upoB xonecTepuHa
e [laumeHTam ¢ BH3X ¢ uenblo KOppeKkunn AMCIMnNUaeEmMmmn

NOoKasaH pauMoH MUTaAHUSA CO CHWMMXXEHHbIM CoAepXKa-

HMEeM Xupa [2, 18]. YpoBeHb y6e[uTeIbHOCTU PeKo-

MeHgauuin — C (ypoBeHb JOCTOBEPHOCTU AOKa3a-

TenbcTB — 5).

B Poccuiickon Pepepaumn MNpuUHATBI METOAMYECKKE
pekoMmeHaaunn MP 2.3.1.2432-08 «Hopmbl duanonoru-
YeCcKMX MoTpeBGHOCTEN B 3HEPrUM W MULLEBBLIX BeELECTBAX
ONS pasfnyHbIX rpynn Hacenexnuns Poccuiickon deaepamm».
[JonyckaeTca orpaHuvyeHve B pauuoHe xupoB Ao 30%
OT 3HEPreTMYecKOM LIEHHOCTM CYTOYHOro pauuoHa. [donu
HacbllLEHHbIX, MOHO- M MOJIMHACLIWEHHbIX XWPOB AOXKHbI
OblTb paBHbIMKU. MaKcMManbHO [AOMNYCTUMOE KOJMYECTBO
xonectepuHa — 300 Mr/cyT, BO3BMOMXHO €ro CHUXeHue
no 200 mr/cyT. YpoBeHb 6enka Ao/iKeH COOTBETCTBOBATb
dun3nonornyeckom Hopme noTpebneHuss B 3aBMCUMOCTH
OT BO3pacTa C YBENMYEHWEM [0SIM PACTUTENbHbIX GENKOB.
PekomeHyemoe COOTHOLWEHNE PACTUTENbHbBIX U HUBOTHbIX
6enkoB cooTBeTcTBYET 1 : 1. 3 KMBOTHbIX BE/IKOB crieayeT
oTaaBaTtb npeanoyteHve pbibe. Heo6xoaMMO orpaHuyeHne
JIErKOYyCBOSIEMbIX YINEBOAOB M YBENIMYEHUE CIIOMXKHbIX yrine-
BOAOB M PacTUTENbHOM KN1IeT4YaTKK. B Lenom gons yrnesonos
nomKHa coctaBnATb 50-60% OT 3HepreTM4ecKomn LIEHHOCTH
paunoHa. M3 Hux 7-10% AOMKHbI NPUXOAUTLCS Ha A0I0
JIErKOoyCBOSIEMBbIX.
¢ [laymeHTam ¢ BHOX nokasaHO Ha3Ha4YeHWe BUTAaMWHOB

B CBSI3W C HEOCTATOYHbIM MX YCBOEHWEM, OBYCIOBIEH-

HbIM HapyWeHWEM KMULIEYHOro BCacCbiBaHWUS, C LEbto

KoppeKuun nx neduunta [18]. YpoBeHb y6eauTebHO-

CTU pekoMmeHpauun — C (ypoBeHb JOCTOBEPHOCTHU

AOKasatenbcTB — 5). [1719 AMarHOCTUKM TMNOBUTAMMU-

HO3a M pacCMOTPEHMS BOMNPOCa O Ha3Ha4YeHWUW Tepanuu

HeobXxoAnM Npuem (OCMOTP, KOHCYNbTaLIMS) Bpaya-aHAo-

KpWHOMOra u/unn Bpaya-racTpoaHTeposiora u/mnu Bpa-

Yya-aueTonora.

Xupypruyeckoe neyeHue

Xupyprudeckoe se4yeHue npu MHPaHTUAbHOU popme
AeduUunTa IM30COMHOM KUC/ION 1MNna3sbl

(6one3Hn BonbmaHa)

e [laumeHtam ¢ BB Ha cTaguu OEeKOMMNEHCUPOBAHHOIO
LMppPO3a MNeyYeHn Npu HEBO3MOMKHOCTU MU Headpdek-
TUBHOCTM MNPOBEAEHMS MNaToreHeTU4ecKon Tepanuu
HEeob6x0A4MMO paccMOTpPeTb BOMPOC O MNPOBEAEHUU
TpaHcnnaHTaumMm neveHun [18]. YpoBeHb y6eauTenb-
HOCTU peKoMeHAauun — C (ypoBeHb JOCTOBEPHO-
CTU AoOKa3aTenbCTB — 5). TpaHcniaHTauus nevyeHu
TaKe accounnpoBaHa C BbICOKMM PUCKOM OCNOXKHEHUI
M He OKa3blBaeT B/IUAHWUS HA CUCTEMHbIE MPOSBAEHMS
3a6oneBaHusa. TpaHcnnaHTauWs MeYeHW He OocCTaHaB-
nuMBaeT nporpeccuto bB 1 nopaxkeHne apyrux opraHoBs-
MULLEeHeR. Kpome TOro, Heflb351 UCKI0YUTb PUCK MOBPEXK-
AEHUS TpaHCNIaHTUPOBAHHOM NeYeHK, Tak Kak ypoBeHb
JIKJ1 no-npexHemMy ocTaeTcst HU3KUM.

e [lpoBeaeHne TpaHCMNaHTaLMW reMOMNO3TUYECKMUX CTBO-
noBbix KneToK (TIF'CK) nauneHTam ¢ BB B KayecTBe nep-
BOW NIMHUKU Tepanuu He peKomeHaoBaHo [42]. YpoBeHb
y6eauTenbHOCTU peKomeHpaauun — C, ypoBeHb
AOCTOBEPHOCTU AOKa3aTtenbcTB — 5. Hebonblioe
YUCNO KAMHUYECKMX CryvyaeB, AOCTYMHbIX AN aHa-

N13a, He No3BonseT caenaTb OAHO3HAYHOro BbIBOAA
06 3GPEKTUBHOCTU U 6GE30MACHOCTU JaHHOW Tepanuu.
Kpome Toro, npoueaypa TICK accounnpoBaHa ¢ BbICO-
KUM PUCKOM pa3BUTUS OC/IOXKHEHUN, TaKMX, Hanpumep,
KaK OTTOpPXKEeHWe TpaHcnnaHTaTa, peakuus «TpaHcnnaH-
TaT NPOTMB XO35iMHa» W ApyrMe noctonepaumoHHble
ocnoxHeHus. B cBs3un ¢ atum TICK He pekomeHaoBaHa
KaK pyTMHHasa TepaneBTUYecKas onuus Aas nauuveHToB
¢ bB[23, 43-45].

XupypruyecKoe ne4yeHue npu 601e3Hn
HaKonieHusi 3¢pupoB xosnecTepuHa
c Ae6l0ToM B Bo3pacTe cTapue 6 mec

e [launeHTam ¢ BH3X Ha cTagMuM AEKOMMNEHCUPOBAHHO-
ro LUMppo3a nevyeHu Npu HEBO3MOXKHOCTU WMAM Hedad-
GEeKTUBHOCTM NPOBEAEHUS NaTOreHeTUYeCcKon Tepanuu
cnepyet paccMOTpeTb BOMPOC O MPOBEAEHMM TpaHC-
nnaHTauuun nevyexu [18, 24, 46]. YpoBeHb y6eauTenb-
HOCTU peKomeHaauun — C (ypoBeHb JOCTOBEPHO-
CTU AOKasatenbcTB — 5). TpaHcnnaHTauus ne4vyeHu
TaKxe accounnpoBaHa C BbICOKMM PUCKOM OCNOXHEHUMN
W He OKa3blBaeT BWAHUS HA CUCTEMHbIE MPOSBAEHUS
3a6oneBaHus. TpaHcnaaHTaLuMsa NeYeHn He oCTaHaBNu-
BaeT nporpeccuto BHI3X 1 noparkeHne apyrux opraHoB-
MuLeHen. Kpome Toro, Henb3a UCK0YUTb PUCK NOBPEXK-
LEHWS TPaHCMNIaHTMPOBAHHOM MeYeHU, TaK Kak ypoBEHb
JIKJ1 no-npexHemy ocTtaeTcst HU3Kum [24, 47-49].

MannanaTuBHaA nomMmoLb

MannuatBHaa nomollb nauueHtam ¢ AJIKJT oka3biBa-
eTCcs Ha OCHOBAHWMM COOTBETCTBYIOLIMX HOPMATUBHbIX AOKY-
MEHTOB.

MEAULUMUHCKASA PEABUWIUTALUA

MaumerHtam ¢ AJIKJ1 (BB, BH3X) n uneHam wnx cemen
HEeob6X0aAMMbl KOHCYNbTALUMK Ncuxonora / MeAULMHCKOro
ncuxonora — MOCKO/IbKY 3aboneBaHWe HOCUT Mporpec-
CUPYIOLLMI XapaKTep, HYXXHO MOMOYb MaLMUEHTY «MPUHATb»
[IMarHo3, afanTMpoBaTb €ro K W3HW AN MaKcuMMasbHOWM
peanusalmm ero cnoco6HOCTU K 06YHEHUIO U CaMOCTOATENb-
HOWM ¥W3HW B AanbHenwem [18].

NMPO®UNIAKTUKA U AUCNAHCEPHOE
HABJIIOAEHUE
MpodunakTuka

e [locne yctaHoBneHus auarHosa AJIK/1 (BB, BH3X) nauu-
€HTY n/vnun ero odmuUManbHbIM NPeacTaBUTENSM NOKa3a-
Ha KOHCYNbTaLuMs Bpada-reHeTuKa C Lenbto pas3bsiCHEHUN
reHeTUYECKOro pucKa, 06CyKAeHNs BOSMOXKHOCTEN Npe-
HaTaNbHOM U MpenmnIaHTaUuMOHHOW AMarHocTukK [18].
YpoBeHb y6eauTenbHOCTU peKomeHaauun — C (ypo-
BEHb JOCTOBEPHOCTU foKa3aTtenbcTB — 5). Cembam
¢ netbmu ¢ AJIK/1 (BB n BH3X) pekomeHayeTca MeanKko-
reHeTMYeCKOe KOHCYNbTUpOBaHME C Lenblo onpegene-
HUSI TEHETUYECKOro puUcKa. Kak 1 npu gpyrux aytocom-
HO-peLieccHBHbIX 3a6oneBanusx, npu AJKJT (BB, BHIX)
ONS KaxKaon 6epeMeHHOCTU PUCK POXKAEeHUs pebeHKa
coctaBnsieT 25%. B cembsix, rae ectb pebeHok ¢ AJ1K/,
BO3MOXHO NpoBeAeHWe NpeHaTanbHOM U NpenmnaaHTa-
LLMOHHOWM ANArHOCTUKK. [1ns aToro poautenemn Heobxoaum-
MO HanpaBuTb B CneunanuanpoBaHHble AWarHoCTUYe-
CKMe nabopaTopumn U MeAULIMHCKUE LEHTPbI.

NpeHaTanbHaa guarHocTuKka gedpuumta
JIN30COMHOM KUCNIOM nunasbl

* PeKomeHAayeTcsl NpoBeAeHWe NpeHaTasbHON AnarHocTu-
KW ons nobon nocnepyowen 6epeMeHHOCTU B CEMbSIX,
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KJIMHUYECKUE PEKOMEHAALUUU

OTAroLEHHbIX X0Ts 6bl 04HMM cnydaem AJIKJT (BB, BH3IX),
HO B cllyyae nerkux ¢opm 60ne3Hu peleHre o ee Npo-
BeAEHWW AOMKHO ObiTb NPUHATO Mocne MNogpo6HOro
06CyXK/1eHMA C CEMbeN BCcex pUCKOB [18]. YpoBeHb y6e-
AWUTENbHOCTU peKomeHAauuin — C (ypoBeHb [OCTO-
BEPHOCTU AOKa3aTenbCcTB — 5).

MNpeHaTanbHas AgnarHOCTMKa NPOBOAUTCSH MOSIEKYNAPHO-

reHeTU4EeCKUMU U BGUOXMMHUYECKMMKW MeTodamu NnyTem
uccnepoBanusa AHK, BblaeneHHon n3 6Guontata BOPCHH
XOpMoOHa Ha 9—11-1 He 6epeMEHHOCTU U/WUNN KNETOK aMHMU-
OTMYECKOW MKWAKOCTWU, NNOAHOWM KpoBM Ha 20-22-in Hen
6epemMeHHOCTH.

AucnaHcepHoe HaGngeHue

AncnaHcepHoe Ha6lo4eHne NayneHToB

¢ MHPaHTHUIbHOMH popmoi JepuymuTa TM30COMHON
Kucaon nuna3sbl (601€3HbI0 BonibMaHa)

NauneHtam ¢ BB B npouecce gMHamMM4YecKoro Habo-
aeHus ansa onpegeneHus GyHKLMOHANbHOMO COCTOSHMSA
neyeHn, KoTopas ABASETCA OAHWM M3 OpraHoB-MULIe-
Heln npu BB, ¥ BbISBNEHUS AUCAUNUAEMUN B KPOBU
peKoMeHJ0BaH aHaiu3 KpoBuU OGUOXMMHUYECKKI obLle-
TepaneBTUYECKUI (MccnefoBaHWe YPOBHS XOnecTepuHa
JINBM, anbbymuHa, obuwero 6unupybuHa, 6unnpybuHa
CBSI3aHHOI0 (KOHBKOrMPOBAHHOTO), GUNNMPY6UHa CBOGOA-
HOMO (HEKOHbBIOrMPOBAHHOIO), TPUIMIULEPUAOB, Xofe-
cTepuHa, xonectepuHa JIMHI B KpoBuW, onpeaeneHuve
aktTuBHOCTM AT, ACT B KpOBM, raMma-rnioTaMmmunTpaHc-
depasbl B KpoBu) [18, 19]. YpoBeHb y6eauTebHOCTH
peKomeHaauuii — C (ypoBeHb JOCTOBEPHOCTHU AOKA-
3artenbcTB — 5). [Ing naumeHToB ¢ BB xapaKTepHbl
3Ha4YuTENbHOE NOBbLIWEHWE aKTUBHOCTM TpaHcaMuHas
(ANT, ACT), runepxonectepuHemMus, runepounmpyomHe-
MUSl, BO3MOXHa FMNEpPTPUINULEPUAEMUS; YBENUYEHUE
KoHUeHTpaunn JIMHIM, y MHOIMMX NauuMeHTOB CHWXEHO
Konundectso JIMBI B KpoBu. lMpn aHanuse anonuno-
npoTenHorpammbl y 601bWKMHCTBA NaLMEHTOB BbISBAS-
0T MOBbILEHNE YPOBHS OCHOBHOIO anonunonpoTerHa
JINHIM — anoB.

YunTblBas KpanHiolo peaKkocTb BcTpedyaemocTu BB, paH-

HUW [0e6loT, NO3AHIOK AMArHOCTUKY U TAXenoe TevyeHue
60/1e3HU, JOCTOBEPHBLIX AAHHbIX O HEO6XOAMMOM YacToTe
NpoBeLEeHUA WUCCliefoBaHUA HeT. YacTota wuccliefoBaHus
aHa/mM3a KpoBW BGUMOXMMMYECKOro obuieTtepaneBTUYeCKOoro
AOUKTYyeTCA COCTOAHMEM NaLKneHTa.

B avHamuKe npoBoadAT onpeneneHve aktuBHoctn AJIT,

ACT B KpoBM, UccnegoBaHue ypoBHS oblero 6unmpybuHa,
6UNnMpybUHa CBA3aHHOIO (KOHBIOMMPOBAHHOTO), XONEeCcTepPHU-
Ha, xonectepuHa JIMHI, xonectepuHa JIMNBIM, Tpurnuuepu-
0B B KpOBM (He MeHee 1 pa3a B MecsL).

Bcem nauueHtam ¢ BB pekomeHayeTcs npoBegeHue
B AMHaMWKe Koarynorpammbl (OPUEHTUPOBOYHOIO
nccneaoBaHMsa CUCTEMbl reMocTasa), onpeaefieHne npo-
TPOM6GMHOBOrO (TPOMBGOMIACTUHOBOIO) BPEMEHN B KPO-
BM uan B nnasme, MHO, AYTB ¢ uUenblo CBOEBPEMEH-
HOrO BbIABNEHUS HapylleHuh remocTasa [11, 20, 21].
YpoBeHb y6eaguTenbHOCTU peKomeHaauun — C (ypo-
BE€Hb JOCTOBEPHOCTU fOKa3aTeNnbCTB — 4). [1pn He06-
XOAMMOCTM TaKe onpegensiot TPoMOGMHOBOE Bpems
B KPOBW, MPOBOAST UCCNiefoBaHME YPOBHSA GMOpUHOreHa
B KPOBW. [laHHble noKa3aTenn no3BOASOT KOHTPOIMPO-
BaTb CUHTETUYECKYIO OYHKLMIO NeYeHU, BbISIBASTb CUH-
LPOM MeYeHOYHO-KNEeTOYHOM HEeaoCTaTO4YHOCTU U CBOEe-
BPEMEHHO npeaynpexaatb OCNOKHEHUS, CBA3aHHble
C HapyweHueMm remocTtasa [22].

C Uenblo KOHTPOAS COCTOSHWS BHYTPEHHWX OpPraHoB
BCceM nauueHTam ¢ BB pekomeHpoBaHO npoBeaeHue

Y3W 6ptowHon nonoctu (Y3 opraHoB GptolIHON Noso-
CTM (KOMMJIEKCHOE)) U 3abploWKMHHOINO MPOCTPaHCTBa
(B TOM yncne Y31 HaanoyYeyHMKOB), a TaKKe AyrnjieKkcHoe
CKaHMpOBaHWe COCYAOB NeYvyeHun (AynaeKCcHoe CKaHupo-
BaHWe COCyAOB renatobunvapHoOn 30Hbl), AynjeKcHoe
CKaHMpoBaHMe cocyaoB cene3eHku [2, 10, 14, 18].
YpoBeHb y6eauTenbHOCTU peKomeHaauun — C (ypo-
BeHb [OCTOBEpPHOCTU pAoKa3aTenbcTtB — 5). Y3U
OpPIOWHOM MONOCTM MO3BONSET ONpefennTb pasmepsbl
neyvYeHn U ceneseHkun, AnamMeTp BOPOTHOM M ceneseHoy-
HOW BEH, HalunyuMe cTearto3a, ¢mbpo3a WM UMPpPO3a
neyeHu, KanbLMdmUKaToB HaaNO4Ye4YHMKOB. YacToTa nNpo-
BeaeHus Y3 opraHoB GPIOWHOM MOMOCTU (KOMMIEKC-
HOro) 1 3abplOWKNHHOIO MNPOCTPaAHCTBa (B TOM 4ucse
Y3M Hagno4ye4YHMKOB) ANKTYETCA COCTOSTHMEM NaLMeHTa,
HO He MeHee 1 pa3a B MecsL,

MpM HanMinnM NPU3HAKOB MNOPTaNbHOWN TUNEPTEH-
3MM naumeHtam c¢ BB AN OUEHKWM COCTOSHWS BeEH
nuweBoaa M Xenyaka peKOMeHLOBaHO MpoBefeHue
Or4AC [18]. YpoBeHb y6eAUTENIbHOCTU PEKOMEH-
pAauumn — C (ypoBeHb [AOCTOBEPHOCTU p[AOKas3a-
TenbcTB — 5). [lpoBenexne ArAC y naumeHTOB ¢ pUbpPO-
30M MeYeHMu, NpU3HaKamu MopTanbHON FUNEPTEH3UU
Heo6X0ANMO ANS OLEHKM CTENEHN BapMKO3HOIro paclum-
pPEeHMA BEH NMULLEBOAa M YTPO3bl KPOBOTEYEHMUS.

B BegeHun nauumeHtoB ¢ BB Ha Bcex atanax pekKo-
MeHAyeTCS WCMNoAb30BaTb MYAbTUAUCLUNIANHAPHBIN
noaxoA, BBMAY TOro 4To 3aboneBaHue xapaKTepuayeT-
Csl NOpaxeHWeM MHOMMX OpraHoB W cucTeMm, TpebyeT
KOMMJIEKCHOW Tepanuu, 4YT0 AUKTYeT Heob6X0AMMOCTb
COBMECTHOr0 BeAeHus nauueHTa cneuuanucramm pas-
HbIx Npodunen [18, 26, 36]. YpoBeHb yoeAUTEIbHOCTHU
peKkomeHpauuii — C (ypoBeHb JOCTOBEPHOCTH AOKa-
3artenbcTB — 5). [MaymeHTtoB ¢ BB HabnogaloT Bpay-
racTPO3HTEPONOr U/MAK Bpad-neguaTtp (He pexe 1 pasa
B Mecsl), a TaKxe Bpay-reHeTuK, Heo6Xo4UMbl KOHCYSb-
TaluuMu Bpaya-gneToniora ¢ Lieblo Ha3Ha4YeHUS HUSKOXHM-
pOBOW ANETHI, KOPPEKLMUK Manbabcopbumm (nogéop cre-
LMann3MpoBaHHOW AWETbl C OrpaHUYEHUEM HMBOTHbIX
YKMPOB, a B psiie CUTyaLui U napeHTepasbHOro NuTaHuns)
[2, 18], Bpaya-Kapaunosiora AETCKOro C LEenblo OLEHKH
HapyLWeHN cepaevyHO-COCYyANCTON CUCTEMbI M Tepanuu
[2, 14, 18, 32, 33], Bpa4ya-HeBpoJiora ¢ Lenbio OLEHKH
HapylweHWn HepBHOM cucTeMbl [15], Bpaya-TpaHcniaH-
ToNora NPy HaNMYUM NOKa3aHWM 4Na NPoBeAeHUs TpaHe-
nnaHTauumn neyeHun. B XU3HeyrpoxKatowmnx COCTOSHUSAX
TpebyeTca ydyacTMe Bpadva aHecTe3uosiora-peaHumaTo-
nora.

AncnaHcepHoe Ha6noaeHHne nayueHToB

¢ 60/1€3HbI0O HaKoMJIeHUs1 3PMPOB Xo/1ecTePUHa

Bcem naumeHtam ¢ BHIX pekomeHayeTca npoBeaeHue
obulero (KAMHMYECKOro) aHann3a KpoOBW pa3BEpPHYTO-
ro B AMHamuKe (B cpeaHeM He pexe 1 pasa B 6 mec)
C LUenblo BbIBIEHUA aHEMUMU, NENKONEHUU, TPOMOO-
umMtoneHun [10, 14, 18]. YpoBeHb y6eAUTENIbHOCTHU
peKkomeHpauuii — C (ypoBeHb JOCTOBEPHOCTHU AOKa-
3arenbcTB — 5). B pamKax obuwero (KJIMHUYECKOro)
aHann3a KpoBM pa3BEPHYTOro HEO6X0AMMbI UccnenoBa-
HWe YPOBHS 06LLErO reMoriobrHa, apUTPOLMTOB, TENKO-
LMTOB, TPOMOBOLMTOB B KPOBH, AnddepeHLnpOBaHHbIN
NOACYET NIEMKOUMTOB (nerkouuTapHasa dopmyna), npo-
CMOTP Ma3Ka KpoBM Ans aHanMsa aHomannn Mopdono-
MU 3PUTPOLIUTOB, TPOMOOLIUTOB U IENKOLMTOB, onpeje-
fleHWe LBEeTOBOro nokasaTens, onpeaeneHne paamepos
aputpoumTtos, uccnegosanune COI. lMaToreHeTM4ecKue
MexaHn3Mbl GOPMUPOBaAHMA aHEMUK U TpomboLUTOMNE-



HUKM HE A0 KOoHLa U3y4YeHbl. O4HMM U3 BO3MOXKHbIX Mexa-
HUM3MOB fIBNeTCs HakonneHue 3abUpoB xonecTepuHa
W TPUIIMLEPUAOB B KNeTKkax MakpodaranbHO-MOHOLM-
TapHoOM cucTeMbl. Kpome TOro, aHeMust MOXKET KaK UMeTb
aNMMeHTapHbIV AePULMTHBIN XapaKTep, Tak U 9BAATbCA
cheacTBMeEM runepcnaeHndma. TpomooumToneH1s aBns-
eTcsl CNeACTBMEM runepcnieHnama npu GopmmpoBaHunm
nopTanbHON rMNEPTEH3UN, HApPALY C 3TUM ONMCaHbl Cay-
Yan BTOPMYHOro remodarounMTapHoro AMMQormcTmoLm-
TO3a.

Heo6xo4MMo NPOBOAUTEL aHannu3 KpoBU BUOXUMUYECKKI
obueTepaneBTUYECKMI BCEM NaumeHTam ¢ BHIX B npo-
Lecce AMHaMMYECKOro HabnogeHns (B cpefHem Kaxk-
able 3—6 Mec) ans onpegeneHns GyHKLMOHaNbHOMoO
COCTOSIHMA MeYyeHu, KoTopas SBNsSeTcs O4HUM U3 opra-
HoB-MuWweHen npu OJIKJ1, n onpeaenexHuns aucnunuae-
MWK B KpoBW. MpoBoasaT onpeaeneHmne aktusHoctu AJlT,
ACT, ramma-rntotamuntpaHcdepasbl B KPOBH, LLETOHHOM
docdaTasbl B KpOBMU, UcCnefoBaHUE YPOBHS 06LLEro
6unupybuHa B KPOBU, BUIMPYOMHA CBSA3AHHOTO (KOHb-
IOrMPOBAHHOr0), X0NecTepMHa B KPOBW, XonecTepuHa
JINBIM, xonectepuHa JIMHI, Tpurnnuepnaos B KPOBMH,
anbbymmHa B KpoBu [18, 19, 24]. YpoBeHb y6epau-
TeNbHOCTU peKomeHpaauun — C (ypoBeHb [OCTO-
BEPHOCTU fJoOKasaTtenbCTB — 5). Y 60/blUMHCTBA
nauneHToB ¢ BHIX BbIABASAIOT MOBbIWEHWE aKTUBHO-
cTn TpaHcamuHas (AJIT, ACT), runepxonectepuHemuio,
rMNEPTPUTIMLEPUAEMUIO; YBENMYEHUE KOHLEHTpaLmm
JIMHI, y MHOrMX NauueHToOB CHUMXKeHO KonindecTso JIMBIM
B KpoBW. [p1 aHann3e anonnnonpoTeEUHOrPaMmbl BbisiB-
NIFI0T NOBbILEHWE YPOBHSA OCHOBHOMO anoannonpoTenMHa
JINHMN — anoB.

Bcem nauuneHTam ¢ BH3X B npouecce AMHaMUYeCcKoro
HabNaeHNs PEKOMEHAOBAHO eXerogHoe npoBeaeHue
Koarynorpammbl (OPUEHTMPOBOYHOIO MCCNefoBaHMs
cuCTeMbl remocTasa): onpegeneHne npPoTpoMOGUHOBOIO
(TPOM60ONIACTUHOBOI0) BPEMEHN B KPOBU MAKU B NNa3me
n MHO, A4YTB ¢ uenblo CBOEBPEMEHHOIO BbIBIEHUS
HapylleHun remocTtasza [11, 22, 24]. YpoBeHb y6eau-
TeNbHOCTU peKomeHpaauun — C (ypoBeHb [OCTO-
BEpPHOCTU fOoKasartenbcTB — 4). [1pn Heo6xoanuMoCTH
TaKXe onpeaensoT TPOMOUMHOBOE BPEMS B KPOBH, MPO-
BOAAT uccnefoBaHue ypoBHA GuBPUHOreHa B KPOBMW.
[aHHble noKa3aTenn No3BONSIOT KOHTPONMPOBATb CHH-
TETUYECKYIO QYHKLIMIO MeYeHH, BbISBAATbL CUHAPOM neye-
HOYHO-K/IETOYHOW HEeJOoCTaTOYHOCTM U CBOEBPEMEHHO
npeaynpexaatb OCNOXHEHUS, CBA3aHHbIE C HapyLUEeHU-
eM remocTasa [22].

Bcem nauueHtam ¢ BHIX ¢ Lenbo AMHaMMU4YeCKOro KOoH-
TPONS COCTOAHMA BHYTPEHHUX OPraHOB PEKOMEHLOBAHO
npoegeHne Y3W 6piowHon nonoctu [2, 10, 14, 18].
YpoBeHb y6eauTenbHOCTU peKomeHaauun — C (ypo-
BeHb [AOCTOBEPHOCTU AOKasaTtenbcTB — 5). Y3U
nevYeHn W cene3eHKU MO3BONSET BbIBUTb yBenuye-
HUE MeYEeHW M pexe — CeNle3eHKM, Hannmyme creatosa,
dunbpo3a wmnM uuppo3a neyveHu. Y3M 3ab6pioLMHHOIO
NPOCTPaHCTBa, B TOM Yyucne Y3 Hagno4ye4yHMKoB, MOXKeT
BbIIBUTb KanbUMPUKaTbl HAANOYEYHMKOB (Y NauMeHToB
¢ BH3X — KpaWiHe peako, He 6onee 5%).

NauneHtam ¢ BH3X nokasaHo npoBegeHue MPT opra-
HOB OPIOLLIHOM NOMIOCTU U anacTorpadum nevyeHu (anacTo-
METPUM NEeYEHM) C LeNbl0 KOHTPOAS COCTOSHUS MevyeHu
npu nposeaeHun O3T [24, 27-32]. YpoBeHb y6eau-
TeNbHOCTU peKomeHpauun — C (ypoBeHb [OCTO-
BEPHOCTU fAoKasaTenbcTB — 5). OueHKa cTeneHu
BblpaXEHHOCTU XUpoBoK AUCTPodUM neveHu (no MPT)
Heob6xoaMMa ANa nocneaylowero KOHTpons apdeKkTns-

HocTn P3T. YacTtoTa uccnenoBaHuit B cpegHem: MPT
OpraHoB 6ptoWHON Nonoctu — 1 pas B roj, anacrorpa-
dusa nevyeHn — 1 pa3 B 6 Mec.

MaumeHtam ¢ BH3X npu HanuMuymu NpPU3HaKOB NopTasb-
HOM rMNEePTEH3MU, }Kanob Ha 6011 B KMBOTE WU HATMYUK
COMyTCTBYIOWEN racTPOIHTEPONOrMYECKON NaTONOrMnu
nposoautcsa AIAC ¢ uenblo OLEHKMU COCTOSHUS BEPXHMX
OT[EN0B XeNyAo4yHO-KUlleYHoro TpakTa [18]. YpoBeHb
y6eauTenbHOCTU peKomeHpauun — C (ypoBeHb
AOCTOBEPHOCTU AOKa3saTtenbcTB — 5). [lpoBeaeHune
AracC y nauneHTtoB ¢ $Gn6PO30M MeyYeHu, NpuaHakamu
nopTanbHON rMNEePTEH3NN HEOBXOAMMO ANS OLEHKHU CTe-
NeHW BapUKO3HOIro pacliMpeHns BEH NuLeBoa v yrpo-
3bl KPOBOTEYEHMS.

MauneHTam ¢ BHAX npoBoauTcs pernctpauns KT, IxoKrr
NS OLLEHKM COCTOSIHUS CepAevHO-COCYAUCTON CUCTEMBI
(B cpeaHem Kaxable 1-2 roaa) [2, 24]. YpoBeHb y6eau-
TeNIbHOCTU peKoMeHAauun — C (ypoBeHb ocTOBEP-
HOCTU AOKasaTenbCcTB — 5). [lpn Hann4mmn aputmum
HEeo6X0AMMO NPoBeAEHUE CYTOHHOMO MOHUTOPUPOBAHUS
OKI, no nokasaHusaM — cTpecc-TecTa B COOTBETCTBUM
C peKomeHZauusaMu No BeAEHUIO MauMeHTOB C aTepo-
CKNepo30M 1 apUTMHUEN.

Mpn BeaeHun naumeHToB ¢ BHIX Ha Bcex 3Tanax
MCNoNb3yeTcs MyNbTUAUCUMNIMHAPHLIA Noaxo4, BBUAY
TOro 4To 3abofieBaHWE XapaKTepuayeTcs MNOopaKeHu-
€M MHOMMX OPraHoB M CUCTEM, TPebyeT KOMMNEKCHOWM
Tepanuu, 4To AUKTYeT Heo6X0AMMOCTb COBMECTHOMO
BeAeHMs nauumeHTa cneumManuctamu pasHbix npodunen
[18, 24, 26, 36]. YpoBeHb y6eaUTENbHOCTU PEKo-
MeHaauuin — C (ypoBeHb [JOCTOBEPHOCTU [OKa-
3atenbctB — 5). laumeHtoB ¢ BHIX HabGnwopatoT
Bpay-racTpoaHTEpPOnor, Bpay-TepaneBT (B [ETCKOM
npakTMKe — Bpay-neguaTp), a TaKKe Bpay-reHeTuk,
HEeo6X0AMMbI KOHCYNbTaLuMW Bpadva-guetosnora C Lenblo
Ha3Ha4YeHUs HU3KOXKMPOBOW AMETHI (Nog6op crneumanu-
3UPOBAHHOM AMETLI C OrPaHUYEHUEM KUBOTHbIX KMPOB)
[2, 18], Bpaya-kapamonora (Bpada-kapavonora JeTcKo-
ro) C Lenblo OLEHKM HapylweHUn cepaevyHo-coCyancTomn
CUCTEMbI M Tepanuu (OLEeHKa CocyancToro pucka, HasHa-
YeHue NeYyeHnss — NepBUYHO U B NMOCIEAYIOLEM KaXable
6 mec) [2, 14, 18, 32, 33], Bpayva-TpaHcniaHTosora
NpPY HanM4YMK NOKa3aHWM ANa TpaHCnaaHTauMu NeyYeHu.
Mpn HEBPONOrMYECKMX HapyLEHUSX pPeKoMeHAoBaHa
KOHCynbTauusa Bpavya-HeBponora (NepBU4HO M panee
€XerofgHo). B Xu3Heyrpoxalouwmx COCTOSHUAX Tpeoby-
eTcsl yyacTue Bpaya aHecTe3uonora-peaHumarosnora.
MepBHYHbIE M MOBTOPHbIE KOHCYAbTALMW Bpayen MHbIX
cneunanbHOCTEN, a TaKXXe MeAWLMHCKOro ncuxosora
nokasaHbl nauueHtam ¢ BB, nmelwWwMM HapyweHus
GYHKLWN apyrux opraHoB U CUCTEM.

OPrAHU3ALIUA1 OKA3AHUA

MEAWLMHCKOW NOMOLYH

MoKa3aHua ana NnnaHOBOW rocnuTaan3auum:
npoBefeHne AMAarHOCTUKK U NeYeHns, TPeBYIOLWNX Kpyr-
NOCYTOYHOIO MEAMLMHCKOro HabntoaeHUs;

COCTOSIHME, TpebyloLiee aKTUBHOMO NeYEHUS U KPYriocy-
TOYHOIr0 MEAULMHCKOro HabntoaeHuUs;

COCTOSIHUE, Tpebylollee NPOBEAEHUS BbICOKOTEXHONO-
IMYHbIX METOAOB NIeYEHHUS;

OTCYTCTBME BO3MOXHOCTU o0b6ecnedyeHunss d3T B ambyna-
TOPHbIX U CTaLMOHapo3ameLLaloLmX yCIOBUSX;
HEeo6X0AMMOCTb NPOBEAEHUS Pa3fInyHbIX BUAOB IKCNep-
TU3 WA 06CNeaoBaHNa B MEAMLMHCKOW OpraHu3dauuu
NPU HEBO3MOXHOCTM MPOBELEHUS UX B aMOBynaTOpPHbIX
YyCNOBUSIX, Tpebylowmnx AuHaMU4ecKoro HabnwogeHus
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CLINICAL RECOMMENDATIONS

KJIMHUYECKUE PEKOMEHAALUUU

(B TOM yncne odpopmieHne 3aknoveHns degepanbHOro
KOHCHUNyMa).

MoKa3zaHuA ANa IKCTPEHHOW rocnUTanusaLmum:

® OoCTpble 3aboneBaHus;

e 060CTPEHUSA XPOHUYECKMX BOSIE3HEN;

® OTpaBNEHUs U TpaBMbl, COCTOSIHUSA, TPEBYIOWMNE UHTEH-
CMBHOW Tepanuu 1 nepesoja B peaHUMaLWOHHble oTae-
NEeHUS WAK OTAENEHUS MHTEHCMBHOMW Tepanuu (B TOM
yucne NoboYHble peaKkuuun, npoucxogswime B npoLec-
ce MHOY3UU UM B TeYeHue CYTOK Mocfie npoBeaeHus
MHOY3MKM D3T, 1 Apyrve yrpoxKalolime KU3HU OCTpble
COCTOSIHMS), @ TaKXe KPYyrnocyTo4HOro MeAMUMHCKOro
HabMloAEHNS M NPOBELEHUS cneLunanbHbiX BULOB obcne-
[LOBaHUA U nevyeHus.

MoKa3aHuA K BbIMUCKE NaLUeHTa U3 MEAULMHCKOM
opraHusauumu:

®  OTCYTCTBME Yrpo3bl }M3HW NaLMEHTa;

®  OTCYTCTBME Yrpo3bl Pa3BUTUS OC/IOKHEHWH, TPEBYIOLLUX
HEOT/IOXHOI0 IeYeHNs;

e CcTabunn3auua COCTOSAHWS U OCHOBHbIX KMHUKO-1a60-
paTopHbIX MOKasaTesen naTosorMyeckoro npotecca
Mo OCHOBHOMY 3a60/1€BaHMIO;

* OTCyTCTBME HEO6XOAMMOCTM B MOCTOAHHOM Bpaye6-
HOM W KPYrOCYTOYHOM MEAMLMHCKOM HabGMoaeH N
Mo OCHOBHOMY 3a60/1€BaHMIO;

* OTCYTCTBME HEOBXOAMMOCTH Nepesoaa nalueHTa B Apy-
rylo GOMbHULLY UK YYpexaeHne coumnanbHoro obecre-
yeHus.

MpUHLUUNbI OpraHu3auum MeguLMHCKOMW NOMOLLU
nayueHTam ¢ e pULMTOM JIM30COMHOM KUCNOMN
Aunasbl

MNMocTtaHoBKa anarHo3a [JIKJ1 cTaBUT MHOro BOMPOCOB
nepen poACTBEHHWKAMM MauueHTa M nepen cneuuanucra-
MUK, paboTaloWwnMn ¢ TaKUMKU NauueHTamu. [Ans peleHus
MHOIOYMCNEHHbIX NPO6GAEM, BO3HUKAIOLWMX NMPKU 0BHapyxe-
HUM U Pa3BUTMM GONE3HKU, TPpebyloTCs rpamMoTHas OpraHu-
3auua npolecca NoMoLlu Npu yyacTUnM MyNbTUAUCLMUMNIIN-
HapHOM KOMaH/bl crneLuanncTtoB U cobntoleHne OCHOBHbIX
NMPUHLMNOB M NOX0A0B K ee OKa3aHMulio.

[aHHble NPUHUMNbI AOMKHbI co6noaaTbcs Ha Nto6om
3Tane oKa3aHWs MeAWLMHCKON MOMOLWM — KaK B MOMEHT
NMOCTAHOBKM AMArHo3a, Tak 1 Ha Nto6oM aTane HabntoaeHUs
nauueHTa.

1. MauneHT 1 ero NpeacTaBUTENN [OMKHbI NONyYaTb Nos-
Hyt0 MHbOpPMaLMio 0 3aboN1IeBaHMM, ero TeHeHnn, naToreHese,
NPOrHo3ax, OCNOXHEHUAX U METOAAX BO3MOXHON Tepanuu.

2. AnarHo3 AJIKJ1 noapadymeBaeT BO3MOXHOCTb OKa-
3aH1A NepBUYHON, cneLmanM3mpoBaHHOW 1 NanaMaTMBHOM
NoMOLLM Ha BCex aTanax 3aboneBaHus.

3. Mpu noctaHoBKe AaunarHosa AJIKJT cemba AomKHa
6bITb HaNpaBfieHa K cneunanucTy, UMetoLwemMy OnbIT PaboTbl
Cc nauneHTamu ¢ aTum 3aboneBaHneM, o6nagatolLemy coBpe-
MEHHOM MHdOPMaLMEN O TeYeHUU 60NEe3HU U BOSMOXKHOCTH
Yy4acTua B KJIMHUYECKMX MCMbITAHUAX (HOBbIX JIEKAPCTBEH-
HbIX MNpenapaToB W/WIN TEXHUYECKUX YCTPOMCTB). TaKKe
BaXKHbIM sBASeTCd MHOOPMUPOBAHUE CEMEN O CyLLEeCTBY-
lOLLMX OOLLECTBEHHbIX OpraHu3auusax, paboTatlowmnx ¢ aTon
rpynnowv nauueHToB.

OCcoGEHHOCTH OpraHM3aL M MeauLUHCKOW NOMOLLK
nauyuMeHTam ¢ MHpaHTUNbHOU dopmoi aeduumnTa
JIN30COMHOM KUC/OMN nnas3bl (60n1e3Hblo BonbmaHa)
YunutbiBas ObICTPbIM XxapaKTep nporpeccupoBaHus BB,
BCE AEeTU C AaHHbIM AMarHO30M HYXJAalTcs B CTauMoHap-

HOM HabnlAeHWU, NPU HEOBXOAMMOCTM — C MEPEBOAOM
B peaHUMMaLWOHHOE OTAefneHune, B KOTOPOM MNPOBOAMTCS
Nle4yeHne TAXeNon nporpeccupytowen nevyeHoYHOW Hepo-
CTaTO4YHOCTWU COMNacHO COOTBETCTBYIOLWMM KIUHUYECKUM
peKkoMeHaaLmsaMm.

Mpn BB nauneHTOB HabnogaloT Bpay-racCTpo3aHTEPOsor
(M/vnn Bpay-neamaTp), a TakXKe Bpay-reHeTuK, Heobxoanma
KOHCY/NbTauuMs Bpava-guMeTosnora C Lenblo Ha3Ha4yeHUs HU3-
KOXMPOBOW AWETHI, @ B pSiAe CUTyauuin M napeHTepanbHoro
nuTaHus [2, 18]. Moka3aHbl KOHCYNbTaLMKW Bpaya-KapamMono-
ra (Bpa4ya-Kapguonora AeTCKOro) ¢ LeNbio OLLEHKKU HapyLle-
HWI CepAeYHO-COCYANCTON CUCTEMbI M Ha3HAYEHUS eYeHuns
[2, 14, 18, 32, 33], Bpaya-3HAOKPMHONOra C LIENbi0 OLIEH-
KM PYHKLMM HaZNOYEYHUKOB M CBOEBPEMEHHOIO Ha3Ha-
YeHWUs1 rOPMOHO3aMeCTUTENbHOW Tepanuu, Bpava-HeEBPO-
flora ¢ Uenblo OLLEHKU HapylweHWh CO CTOPOHbI HEPBHOWM
CUCTEMBI, Bpaya-TpaHCcniaHTonora npy HanamM4ynm nokasaHum
4NS TpaHCnNaHTaumMm neyeHun. B KM3HeyrpoxatoLwmx cocTo-
AHWUAX HEOBXOAMMO y4YacTue Bpaya aHecTe3nosiora-peaHu-
maTonora.

0CcoGEeHHOCTH OpraHu3aLMm MeaULUHCKOW NOMOLLK

nayneHTam ¢ 60s1e3Hbl0 HaKonaeHna 3apupos

XxonectepuHa

Mpw BH3X nauueHToB Hab6nwaatoT Bpauy-
racTPO3HTEPONOr, Bpay-TepanesT (M/unu, B LETCKOM Npak-
TUKe, Bpay-neaunaTp) nin Bpay obLien NpakTUKK (CEMENHbIN
Bpay). B cpegHem 1 pa3 B 6-12 mec (B COOTBETCTBUM
C TSXKECTbIO COCTOSIHMS) NOKa3aHO KOMMNEeKCHoe obcnepo-
BaHWe am6ynaTopHO, B YCNOBMUSX [AHEBHOro cTauuoHapa
1 B MHOronpodubHbIX CTalnoHapax.

Tak)Ke nauumeHTbl HabnlaalTCs BpPavyoOM-TeHETUKOM,
HEO6XOANMbI KOHCY/NbTaLUK Bpaya-gueTtonora C Lebio
Ha3Ha4YeHUs HU3KOXKMPOBOM AMeTbl (To460P Cneunanmsnpo-
BaHHOW AMETbl C OrpaHUYEHNEM KUBOTHbIX XWUPOB) [2, 18],
Bpaya-kapauonora (Bpada-Kapauonora AeTCKOro) ¢ Lenbio
OLLEHKM HapyLLeHW cepaevyHO-COCYANCTOM CUCTEMDI U Tepa-
nuM (OLEHKa COCYAMCTOro PUCKA, Ha3Ha4YeHWe NeyeHus)
[2, 14, 18, 32, 33], Bpaya-TpaHcnaaHTonora npu Haauyuu
noKasaHWw A4Na TpaHcnaaHTauuu neyeHu. B )unsHeyrpoxa-
lOLWMX COCTOSIHUAX TPeByeTCs y4acTue Bpaya aHecTe3nono-
ra-peaHumaronora.

[pyrne cneumanucTbl JOMKHbI NPUBAEKATbCA MO Mepe
BO3HUKHOBEHMS cneunduryecKkmux npobnem.

NMPOrHO3 U UCXOAbI

MporHo3 npu BH3X 3aBuncKT 0T Bo3pacTa MaHudecTa-
UMM 3aboneBaHua M BblParKEHHOCTU KJIMHUYECKMX Mpo-
fABneHnn. CBoeBpeMeHHass AMarHOCTMKa M Ha3HayeHue
naToreHeTM4eCcKon Tepanun Ha paHHUX cTaguax 60/1e3HU
onpegensoT 61aronpUATHLIA NPOrHO3 WU yNy4laloT Kaye-
CTBO M3HW aeTen ¢ BHAX, npenoTBpallas pa3BuTUe LMP-
po3a nevyeHu.

Mpu nHdaHTUNBbHON dopme AJIKI1 (6one3Hn BonbmaHa)
6e3 npoBeaeHna 3T nporHo3 He6naronpUATHbIN (NeTanb-
HbIV MCXO[, B BO3pacTe 10 6 Mec).
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MPUNOXKEHUE

METO/10J/10rUsl PASPABOTKHU KJIMHUYECKUX PEKOMEHAALIMIA

HacTtoslme pekomeHaauMn npefHas3HayeHbl ANs npu-
MEHEHUS MEAULMHCKUMWU OpraHu3auusaMv U yupexaeHu-
aMu deaepanbHbiX, TePPUTOPUANbHbIX U MYHULMNANbHbIX
OpraHoB ynpaBfeHUs 34paBooXpaHeHueM, cuctem obsa3a-
TeNbHOro U AOGPOBONBLHOIO MEAULMHCKOrO CTpaxoBaHMS,
OPYTMMW MEAWLMHCKMMKU OpraHnu3auusamMum pasivyHblX opra-
HM3aLMOHHO-MPaBOBbLIX GOPM AEATENIbHOCTU, HanpaBfieH-
HOM Ha OKa3aHWe MeAULMHCKOM MOMOLLM.

HacTosilwme pekomeHgaunn yctaHaBanBaloT BUAbl, 00b-
eM W MHAOMKATOPbl KayeCTBa MeAULIMHCKOM MOMOLLM nauu-
eHTaM npu OJIKJ1 u 6bian paccMoTpeHbl 1-2 nioHs 2018 1.
B paMKax HayyHo-npaKTuyeckoro KoHrpecca «OpdaHHble
6one3Hn» B MocKBe.

KnuHnyeckne pekomeHgauumu co3faHbl Ha OCHOBaHUMU
cuctemaTtmyeckoro o63opa autepatypbl 1992-2019 rr.
Medline (PubMed version), Embase (Dialog version)
n Cochrane Library databases coBpeMeHHbIX MeXAyHapoa-
HbIX KIMHUYECKMX PEKOMEHAALMI MO AUArHOCTUKE, NeYEHUIO
W BELEHMIO NaLMEeHTOB ¢ MeTaboIMYECKUMIU BONEIHAMM.

OJKJ1 oTHOCUTCA K peaKuM HacneacTBeHHbIM 3abone-
BaHMWAM, YTO UCK/OYaET BO3MOXHOCTb NPOBEAEHUS 60b-
LWMX KOFOPTHbIX U PaHAOMWU3UPOBAHHbIX KOHTPOMPYEMbIX
nccnefoBaHu, U Ans co3faHus NPOTOKONIOB ANArHOCTUKM
W Tepanuu MCNonb3yloTca NUlb TeMaTUYeCcKue uccneno-

BaHWA 3KCNepToB, ONy6G/IMKOBaHHble B nocnegHue aBa
fecatnneTus.

OueHKa KayecTBa [10Ka3aTeNbCTB U CU/bl peKoMeHaa-
UMM NPUMEHEHUA MEAMLMHCKMX TEXHONOrMM NpPoBOAMAACh
B COOTBETCTBMU C YHUOUUMPOBAHHON LIKaNOW, NpuBeaeH-
HoW B Tabn. 1-3.

LleneBas ayautopusa aHHbIX KIMHUYECKUX
pekomMmeHpauumn
1. Bpauu ob6uien BpavyebHOM MpPaKTUKKU (CeMelHble
Bpayu).
. Bpauu-negnatpeol.
. Bpauu-ractpoaHreponoru.
. Bpauun-tepaneBsTbl.
. Bpauun-reHetunku.
. Bpauu nabopatopHble reHeTUKM.
. Bpauu-kapguonoru.
. Bpauu-kapaunonoru getckue.
. Bpauu-HeBponorw.
10. Bpayun-peHTreHoNoru.
11. Bpaun GyHKLUMOHANLHOW AUarHOCTUKM.
12. MeanUMHCKUE NCUXONOTH.
13. CTyaeHTbl MEAULMHCKMX BY30B.
14. O6yyatolmecs B opavHaType.

OO NOOE,WN

Ta6nuua 1. lLIkana oueHKn ypoBHEW AOCTOBEPHOCTU AoKa3aTenbcTs (YA/) Ans MeToA0B ANArHOCTUKM (AMAarHOCTUYECKUX BMeLLaTeNbCTB)

Table 1. Scale of assessment of levels of evidence for diagnostic methods (diagnostic interventions)

yan PacwudpoBKa

1

Cuctematnyeckune 0630pbl UCCnefoBaHUM C KOHTPonem pedepeHCHbIM METOA0M WU CUCTEMATUYECKUI 0630pD
PaHLOMU3UPOBAHHbLIX KIMHUYECKUX UCCIEA0BAHUI C NPUMEHEHWEM MeTaaHan13a

OTaenbHble NCCneaoBaHus ¢ KOHTponemM pedepeHCHbIM METOAOM MK OTAENbHbIE PAHAOMU3UPOBAHHbIE KIMHUYECKKe
2 nccnefoBaHns U cucTtemaTnyeckme 0630pbl UccnegoBaHuin No60ro AM3anHa, 3a UCKAYEHNEM PaHAOMU3UPOBAHHbIX
KIIMHUYECKUX UCCNefoBaHum, C NPUMEHEHWEM MeTaaHanmM3a

Yucrie KOropTHble nccrienoBaHns

WccnenosaHus 6e3 NocaeoBaTesibHOro KOHTPOosis pebepeHCHbIM METOI0M MU UCCIIeA0BaHUSA ¢ pedepeHCHbLIM METOAOM,
3 He AB/ALWMMCH HE3aBUCUMbIM OT UCCIelyeMOro MeToa, Uin HepaHAoOMU3MPOBaHHbIE CPAaBHUTESbHbIE UCCIeOBaHWs, B TOM

4 HecpaBHUTENbHbIE UCCNef0BaHUSA, ONUCaHUE KJIMHUYECKOTO cry4as

5 MmeeTcs nvwb 060CHOBaHWE MexaHU3ma AeNCTBUS UM MHEHUE IKCNEPTOB

Ta6nuua 2. lLikana oueHKn ypoBHeW 4OCTOBEPHOCTM AoKa3aTenbcTs (YAA) Ans MeToaoB NpoduUaaKTUKK, NeYeHns u peabunutaymm

(NpodunakTU4EeCKnXx, nevebHblX, peabunTaLnoHHbIX BMeLwwaTenbCTB)

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

rehabilitation interventions)

yan PacwudpoBKa

1 CructeMaTMyecKnin 0630p paHAOMU3UPOBAHHbIX KIIMHUYECKNX UCCed0BaHMM C MPUMEHEHMEM MEeTaaHannsa

OTAesibHble PaHAOMU3NPOBaHHbIE KJIMHUYECKUE UCCNed0BaHNUS U cuCTeMaTUYecKrMe 0630pbl nCCneaoBaHUi Nto6oro An3anHa,

2 -
3a UCKJTIIOYEHUEM PaHOOMU3NPOBAHHbLIX KIMHUYECKUX UCCTIEA0OBAHUU, C MPUMEHEHNUEM METaaHaIn3a
3 HepaHaoMuanpoBaHHble CpaBHUTENbHbIE UCCNeA0BaHUSA, B TOM YMC/IE KOFOPTHbIE UCCNef0BaHUs
4 HecpaBHUTENbHbIE UCCNELOBaHUS, ONUCAHUE KIMHUYECKOrO ClyYas uin CEpUK Cnyvyaes, MCCNeOBaHUS «Cydan — KOHTPO/b»

5 NmeeTcs nuiwb 060CHOBaHWe MexaHW3Ma AenCTBUSA BMellaTeNbCTBa (AOKIMHUYECKUE UCCNIEA0BaHUSA) UM MHEHWE SKCNEPTOB
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Ta6nuua 3. LLKana oueHKM ypoBHeN y6eanTenbHoCcTH pekoMmeHgauni (YYP) ans MetoaoB NpodUnakTUKK, AMarHOCTUKK, NeHEeHUs U
peabunutauum (MPodUNAKTUYECKUX, MAarHOCTUYECKMX, NeYeBHbIX, peabunMTaLMOHHbIX BMellaTebCcTB)

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

YYP PacwudpoBKa

CunbHasa peKkoMeHaauus (Bce paccMaTpuBaemMble KpuTepum aGPEKTUBHOCTHM (MCXOabl) ABASIOTCS BaXHbIMK, BCE UCCIe40BaHUS

A MMEIOT BbICOKOE UK YA0BNETBOPUTENBHOE METOA0OMMYECKOE KavyeCTBO, MX BbIBObI MO MHTEPECYIOWMUM UCX0AaM ABASIOTCS
corflacoBaHHbIMM)
YcnoBHasa pekoMeHauus (He Bce paccMaTpuBaeMble KpUTepun adPeKTUBHOCTU (MCXOAbI) IBNSIOTCS BaXKHbIMU, HE BCe

B nccnefoBaHMa MMEoT BbICOKOE MK YAOBNETBOPUTENIbHOE METOA0/IOMMYECKOE Ka4eCTBO U/UK UX BbIBOAbI MO MHTEPECYIOLLUM
ncxoaam He ABNSOTCA COrnacoBaHHbIMM)
Cnabas pekomeHgauums (OTCyTCTBME JOKa3aTeNbCTB HaA/ exallero Kayectsa (Bce paccMaTpMBaemble KpUtepumn

C 3QDEKTUBHOCTH (MCXOAbI) ABNAIOTCA HEBaXKHbIMU, BCE UCCIEA0BAHUSA UMEIOT HU3KOE METOA0J/IOMMYECKOE KayecTBOo

1 UX BbIBObI MO UHTEPECYIOWMM UCXOAaM He ABASIOTCA COriacoBaHHbIMM))

MopaaoK 0GHOBIEHUA KJIMHUYECKUX peKoOMeHAauun Hbl MO BOMPOCaM AMArHOCTUKW, NleYeHnUs, NPodUNaKTUKK
MexaHn3M OGHOBMIEHUSA KAMHUYECKUX PEeKoMeHAauun 1 peabunuTtaumm KOHKPETHbIX 3a601eBaHUi, Hann4ynum 060-

npegycMaTtpuBaeT UX CUCTEMATUYECKYIO aKTyaln3auunto — CHOBaHHbIX JOMOJIHEHUI/3aMe4YaHUn K paHee yTBEepPXAeH-
HE peXxe 4eM OAUH pa3 B TPU roja, a TakKxKe npu noasne- HbIM K/IMHUYECKMM peKoMeHaauusm, HO He Yawe 1 pasa
HWWU HOBbIX Aa@HHbIX C MO3ULKUK JOKa3aTeNbHON MeauLM- B 6 mMec.




