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PE3IOME

Juazrnocmuxa 6one3Heli HAKONJEHUS, 8 MOM quce depuyuma nu30coMHol Kucaol aunawl (IJIKIT), moxcem Gbims 3ampyoHeHa u3-3a He-
CneyupUIHOCMU KIUHUYECKOU KapmuHbl.

Hrpanmunvras popma JJIKJT — amo msaxcenoe, 6icmponpoepeccupyiowee 3abonesanue y demeti nepgo2o 200a HCu3Hu, C8I3AHHOE
C HaKonjeHuem 6 KJemKax pasiuqHbiX Op2aHo6-MulleHell IpUpoe XonecmepuHa u mpuaauyepuoos U nposeisiowjeecs 6blpaniceHHol
2enamocnyieHomezaueti, Majceasim CUHOPOMOM Mansabcopbyuu u 3a0epruckoll usudeckozo pazgumus. Mupanmunshas ¢opma
JJIKJI 6e3 namozeHemuyiecko2o Je4eHuUs 3aKaH1u8aemcs 1emanbHbIM UCX000M 68 meyeHue nepeozo 200a xcusnu. CeoespemerHas oua-
eHocmuka unganmunsHoli popmol JJJIKJI kpaiine ancra 6eudy oocmynHocmu namozeHemuyeckoii mepanuu 6 Poccuu.

B Hos6pe 2018 2. 8 Mockse npouien cogem 3Kkcnepmos ¢ yyacmuem 8e0yujux poCCULiCKUX U MecOyHAPOOHbIX CNeYUanCmos, 3aHUMaOWUXcs
oppantbimu bonesnamu. Bvin paspabomar nepeyers KIUHUKO-1a00PAMOPHbIX NPOSGEHUL, MAPUIPYMU3AYUS U MAKMUKA 8e0€HUS NAyUeH-
mog ¢ ungpanmuabrot gpopmotii JJIKJI.

Tonumarue cuMnmoMamuKu U 8bICOKA HACIMOPONCEHHOCMb 8payeli 8 OMHOWEHUU KNUHUKO-1a00pamopHbIX NPU3HAKO8 KPaLiHe 8ajNCHbI
0n12 ce0espeMeHHOl duazHOCMuUKU opgarHbix 3abonesanuti. Mcnons3osarue npednonceHHo20 an2opumma OuazHOCMUKU UHGAHMUb-
Hotl popmet JJIKJT nozgonum ynyquwums bia8A1eMOCMb U UCX00bI IMO20 Maxces1020 3abonesanus y demeti nepgozo 200a ncusnu. [Ipu
8edeHul nayueHmos ¢ uHpanmunsHol gpopmoti IJIKJI Heo6xo00umo nodbupames coomeemcmayioujue 00308sle PENCUMbI 3aMeCmUMeb-
Holl pepmeHmHOll mepanuu U HYMpUMUBHYO NOOOEPICKY.

Kriouesble coBa: 60s1e3HU HakonieHus, deguyum au30COMHOL KUCA0U 1unassl, leveHue, cebeaunasa ansga.

Jns uuruposanus: Aeeesa H.B., Jleemsapesa A.B., Muxaiinosa C.B. u 0p. Hosbie no0xo0sl k OuazHocmuke u mepanuu UHGaHmubHol Gpopmol
Oepuyuma 1u30coMHoUl Kucaoll nunassl: MHeHue skcnepmos. PMIK. Meduyutckoe obosperue. 2019;3:6—9.
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New approaches to the diagnosis and treatment of lysosomal acid lipase deficiency infantile-onset form: experts opinion
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Storage diseases diagnosis, including lysosomal acid lipase deficiency (LAL-D), may be difficult due to the nonspecific clinical picture. The
LAL-D infantile-onset form is a severe, rapidly progressive disease in infants associated with the cholesterol and triglyceride esters accu-
mulation in the various target organs’ cells. It is manifested with pronounced hepatosplenomegaly, severe malabsorption syndrome and
delayed somatic growth. This LAL-D infantile-onset form is also fatal in infants without pathogenetic treatment. Thus, timely diagnosis of
LAL-D infantile-onset form is extremely important, considering the pathogenetic therapy availability in Russia.

In November 2018, the Expert Council with the leading Russian and international specialists participation was held in Moscow. A list of
clinical laboratory manifestations, patient routing and patient management tactics with the LAL-D infantile-onset form were developed.
Understanding the patient’s profile and physicians high awareness in relation to clinical and laboratory signs are extremely important
for the timely diagnosis of orphan diseases. The proposed diagnosis algorithm application in LAL-D infantile-onset form will improve the
detection and outcomes of this severe disease in infants. In the patient management with the LAL-D infantile-onset form it is necessary to
select the appropriate dosage regimens and nutritional supplementation.
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MNeanarpus

MHeHune akcnepra

BBENEHUE

JHedbuunt nusocomHoit kucnoit smnasbl (JJIKJT) — xponuue-
CKO€ CHCTEMHOEe HacJefICTBEHHOe 3a00sIeBaHMe, B OCHOBE KOTO-
POro JIEXXMUT HapylleHWe MeTabonM3Ma JIMIMIOB, MPUBOLSLLEe
K TSDKeJIOMY MOPasKEeHHIO Pa3JIMUHbIX OPraHOB U TpexkieBpeMeH-
Hoii cmepti. [lpuunnoit JJIKJT senstoress mytaumu rena LIPA,
KOJIMPYIOLLIEro CUHTE3 JIM30COMHO KUCII0# JnMasbl. JIuzocomHast
KHCJIast J1nasa — OfMH U3 KIIOUeBbIX pepMEHTOB, y4aCTBYIOLIMX
B MeTabos13Me XoJecTepuHa 1 TpuruLepuaos. [Ipu ero nepu-
LIMTe MPOVMCXOMMT HAKOTUIEHHE NAHHBIX CyOCTPATOB B JIM30COMAX
KJIETOK, BbI3bIBasi UX MOBPEXJIeHHe, a B JaJlbHeillieM — HapyLle-
Hu1e QYHKLIMU LIeJIOoro psifia OpraHoB U cucteM [1-3].

@enornnuuecku Boipenstot ase popmbl JIKJI: nudpantuib-
Hy10 1 no3aHow. MudantunpHas popma IJIKJI, panee ussect-
Hasl Kak 6o7e3Hb BosbMaHa, sIBIISIETCS! TSIKETbIM, ObICTPOITPO-
rpeccupyoLLM 3ab0JieBaHiEM Yy IeTell IepBOro rofa skKU3HH,
TpeOYIOLLMM HeOTIOKHOI oMoty [4]. UndanTubHas dopma
JJTKJT Manudectupyer B repBble Hefe KU3HN peOeHKa v pu
OTCYTCTBMM NaTOr€HETUYeCKOH Tepanuu NPUBOAMT K CMEPTH
B 100% cnyuaes B Teuenue nepporo roza xkushu [5]. C 2017 r.
B Poccun 3apeructpupoBan npenapar cebenumnasa anbga ans
NpoBeZleHNs] 3aMeCTHUTeNbHOI (PepMeHTHOI Tepanuy, HasHa-
yeHe KOTOPOi1 3HAUNTENIbHO YITyUILAeT NPOrHo3 3a00s1eBaHMUs]
1 KauecTBO »M3HU nauueHTa [6].[ToaTomy cBoeBpemenHast 1u-
arHoCTHKa M HasHaueHue Teparnuy sIBJISIIOTCS OCHOBHOM 3aia-
yeil BefleHus nauneHToB ¢ nHdpanTuibHO! Ppopmoit JJIKIL

24 Hos16ps 2018 1. cOCTOSIICS COBET 3KCMEPTOB, MOCBSILLIEH-
Hblit tHpanTUbHOM popme JIKJI, ¢ yuactrem Benyux ore-
4eCTBEHHbIX 1 MeXXAYHAPOAHbIX CIIeLIMaI1CTOB.

B xone 3acemanusi coBeTa SKCIepTbl HA OCHOBAHMM Ha-
KOITJIEHHOTO MMPOBOTO M POCCHMIACKOTO OMbITa JOMOJHUIIN
Y aKTyaqMsupoBalu JUarHOCTUUYECKHWe KPUTEpUH, OTpenesu-
JIM MapLUPYTU3aLMIO U TaKTUKY BeZleHHs! MaLUeHTOB C MH(aH-
TibHOM dpopmoit JJIKJL

JIMATHOCTUKA UHOAHTWIbHOM ®0oPMbl JJJIKJI

Wndantunpras ¢dopma [JIKJI xapaktepusyercst GbiCTpo-
TPOrpPeCCHPYIOLLIMM TeUEHNEM Y MYJIBTHCHUCTEMHBIM OPAsKeHH-
eM opraHoB [5]. Manudecrupyer 3aboneBaHue B NepBble Helle-
nuskuzh [2, 5]. CocTosiHie pebeHKa IPOrpeccHBHO YXyALLIAETCS
1 Ge3 fleueHns 3aBepLIAETCs JIeTaJbHbIM UCXOLOM B CPENHEM
B Bo3pacTe 3—7 Mec., HeCMOTpsI Ha NPOBefieHHe CHMITOMATH-
yeckoit Tepanuu [5]. B HacTosiee Bpemst Ha Tepputopun Poc-
CHU 3apEervCTPUPOBAH NaTOreHeTUYeCKUii penapar cebenunasa
anbga, KOTOpblit B XOfe KIMHWYECKUX MCCNeNOBaHWii mpoje-
MOHCTPHPOBAJl YBeJIMUeHHe BbDKMBAEMOCTH JieTeil ¢ MHQaH-
tunbHoi popmoit IJIKJT ¢ 0 no 79% B Teuenne 12 mec. [6-8].

TakuM 00pa3oM, C y4eTOM JOCTYIHOCTH SKM3HeCrnacaro-
el Tepanuy CBOEBPEMEeHHAsl AMarHoCTHKa MH(aHTUIbHOM
¢dopmnbl IJIKJI siBrIsieTcst UCKIIOUUTENBHO BaXkKHOM 1151 U3MeHe-
HUS Ucx010B 3a60neBaHmst. OHAaKO HM3Kasi OCBEIOMIIEHHOCTb
Bpaueil O KJIMHUKO-1a00paTOpHBIX MpOSIBNIEHUSX M MCXOAax
JJTKJ1 npyBOAKT K MO3/IHEN AMAarHOCTUKE OOJE3HH.

Ha ocHoBaHuu aHanmsa pOCCHICKON M MeKIyHapOIHOM
KJIMHAYECKOi MPaKTUKK Obll JOMOJIHEH NepeyueHb KIMHNYe-
CKMX CHMIITOMOB 1 JIJAOOPaTOPHbIX NPU3HAKOB, KOTOPbIE HOJIXK-
Hbl TOMOUB 3aMOA03PHUTh 3a00JIeBaHMe:

— neULUT 1/WIK CHUXKEHUE MaCChl TeJa;

— JIMXOpajiKa HesiCHOro reHesa;

— CpbirMBaHHsl, pBOTa, iMapesi, cTeaTopes;

— reraToMeranus/rernarocrjaeHoMerans;

— MPU3HAKM 1€YeHOYHO-KJIETOYHO! HEIOCTaTOYHOCTH.

B crnyuae oGHapyskeHust IBYX M 6oJiee yKa3aHHBIX Bblllle
CHMIITOMOB HEOOXOIMMO MCCIe0BaTh KIMHUYECKHIt i GHOXH-
MMUECKM#i aHaJIM3bl KPOBU, KOArysiorpaMmy. BaskHbIM siBJisieTcst
TNpOBeZieHNe YIIbTPa3BYKOBOrO MCCII€N0BaHNMsI OpPraHOB OproLL-
HO¥A MOJIOCTH U HAZTIOYEUHHKOB.

JlnarHoCTHYeCKMMU KpUTEPUSIMHU OOJIE3HU SBTISIOTCS:

— aHemusl, TPOMOOLIMTONEHHUS]

— CUHIPOM LMTOJIM3a * CUHAPOM X0JlecTasa;

— nosblenue yposHus JIIT;

— TOBbIILIEHNE YPOBHS GeppUTHHA;

— TOBbILIEHNe YPOBHsl C-peakTUBHOro OerKa;

— MOBbILIEHKe YPOBHSI X0JIeCTepHHa;

— KanbLUQUKATbI HAAMOYEUHMKOB MO IaHHbIM BU3YyaJIU3H-

pytoiux meronos uccnenosanus (Y3U, KT, MPT u . 1.).

YuurbiBasi HacnencTsenHbli xapakrep JJIKJI, BasxHo neranb-
HO OLIEHUTb CeMeliHblii aHaMHe3. Clyyan MylaieH4ecKoii rubenm
B CeMbe, OJM3KOPOACTBEHHble Opaky MO3BOJAT 3aMof03pHTh
opdanHoe 3abonesanue. [lpu BbisiBnennu nauuentos ¢ JJIKJI
WM TeTEPO3UTrOTHBIX HOCHUTenei MyTtaumii reHa LIPA B cembe
HeoOX0mMMO 00CIeoBaTh POACTBEHHUKOB MEPBOIt JIMHUM AJIs
BbISIBJIEHUS IOTEHLIMA/IbHbIX nauueHToB ¢ JJIKJL.

Jluxopazika siByIsieTCS BaKHbIM KJIMHMYECKUM MPU3HAKOM,
T03BOJISIOLIMM CBOEBPEMEHHO 3aMofi03pUTb AWAarHo3 MHQaH-
TunbHO# popmbl [IJIKJI. B cnyuae o6HapykeHust y pebeHka pe-
LMAMBUPYIOLLEH HeOObSICHUMOI CyOdpeOpHIbHON TMXOpaKH
Heobxoaumo BriounTb JJIKJT B crincok anddepeHumanbHbix
IMarHo3oB. B HacTosiee BpeMsi matoreHes JIMXOpPajAKM MpU
JJIKJI no KOHLa He SICEH.

AHeMus Takxke SIBJISIETCS YacThIM, HO He creuudUUecKuM
npusHakom JJIKJL

Jln1st paHHeit IMarHOCTHUKM BaXkKHa OLleHKAa CMHAPOMA LIUTO-
nm3a (yposHeit AJIT u ACT). PasButre cunzipoma xosecrasa
CBUJIETENILCTBYET O MPOrPeCcCUPOBAHNM 3a00TIeBaHMSI.

XapakTepHbIM, HO He crieLdprueckiM J1ab0paTopHbIM CHM-
NTOMOM G0JIE3HU SIBTISIETCS] M3MEHEHKe CbIBOPOTOUHO! KOHLIEH-
Tpauuu (eppuTHHA: Y MAUMEHTOB C WMHQAHTWIbHOHM (popMOit
JJIKJ1 ypoBeHb eppuTHHA ObICTPO MOBBILLIAETCS U [PY HA3HAYe-
HUM NaTOTeHeTUYECKOro JIeUeHHs! MPUXOIUT K HOPMaslbHbIM 3Ha-
YEeHHSIM, SIBJISISICh BKHBIM MapKepoM 3 PeKTUBHOCTH Teparmu.

Jlnst GOMNBLIMHCTBA MALMEHTOB € MHAHTUIBHON POpMON
JJIKJT nocne nposenenust BakuuHauuu BLIXK xapakrepHo 00-
pa3oBaHue MyCTyJIbl, JVIUTESIbHOE BOCIHaNeHHe U 11710Xast SMHTe-
JIM3aLMsl paHKHY, UTO, N0 BCeit BEPOSITHOCTH, CBSI3aHO C MOpaske-
HUEM KJIETOK MOHOLIMTapHO-MaKpogarajibHO# CUCTEMBbI.

Kanbundurkauust HaanoueyHWKOB BbISIBJISIETCS NPUMEPHO
y 79% nauneHToB ¢ uHpaHTUabHOI! popmoit IJIKJT [5]. B He-
KOTOPBIX C/lyyasix KanbLMpUKaLUs HaAMNOUeUHHKOB He OIpe-
Zenslach METOAaMM BU3yanusalu, HO MPU ayTONCHM Oblin
OOHapY>KeHbl OTJIOKEHUs Kalblysl B HaAnoueuyHuKax. Takum
006pa3oM, OTCYTCTBHE KalbLIM(PUKATOB HAANOUEUHUKOB 10 JaH-
HeiM Y3U, KT nnu MPT He uckmouaer auarHosa MHQaHTUIb-
Hoit ¢popmbl IJIKJL. Kpome Toro, naske npu HanvM4umu KajabLy-
($UKaTOB HAANOUYEYHUKOB He BCera BbISBIISIIOTCS KJTMHUYECKHe
MPU3HAKK HAMOYEYHNKOBOW HEAOCTATOUHOCTH.

B cBs13M ¢ HemOCTaTOUHBIM HAKOMJIEHWEM MaTOJNIOTMYeCKHUX
cy6CTpaToOB BO BHYTPEHHUX OpraHax y JieTeil B paHHeM HeoHa-
TanbHOM nepuoze Y3U He siBnsiercs MHPOPMATUBHBIM.

JlnarHos yCTaHaBIMBalOT HA OCHOBAHNM COBOKYIHOCTH KJIN-
HMKO-71a00PaTOPHBIX [aHHBIX ¥ PE3y/IbTATOB GMOXMMHYECKOrO
aHanu3a axtvBHoctH JIKJL. Buoncust meueHu 1u/vamM KOCTHO-
ro mMosra [uist noateepskaennst auarsosa 1JIKJ ne Tpe6yeTc;1.

JleTn C TpaH3MTOPHON JIaKTa3HOM HENOCTaTOYHOCTbIO,
HEeMepeHOCMMOCTbIO 0eJIKOB KOPOBbEro MOJIOKA M MoTepeit
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— Hedbuuunt n/unu noteps maccol Tena

- CpbirnBanus, ppoTa, anapes

— Jlnxopazka HesicHOro reHesa

- lenatocnnexHomeranus

— [lpn3Hakm ne4eHOYHON He0CTaTOHHOCTH
— CuHApom unTonmM3a + xonecrasa

— [osblweHue yposHa JIAM

— [loBblLEHMe YPOBHA heppuTuHa

— MMoBbiweHme ypoBHs C-peakTMBHOTO
6enka

— [loBbILLIEHNE YPOBHSA X0NECTEPUHA

— AHemus, Tpom6ouMTONEHMS

Y

OnpepeneHue akTUBHOCTW NIM30COMHOI KUCOM NUNasbl
B NATHAX BbICYLLIEHHO KPOBM

CHuxeHa B npepenax Hopmbl

Y Y

poBeaeHmne Vcknioyute
MONeKyNAPHO-TEHETNYECKOr0 Apyrue BpOXAEHHbIe
CCNea0BaHUs HapyLweHus 06MeHa

Puc. 1. Anropnt™ guarHocTmku nHgaHtuneHom goopmbl AJ1KJ1

Beca HeyTOUHEHHO!1 9TUOJIOTMH TaKKe NOJIKHbI ObITh 0OCIIe-
nosanbl Ha [IJIKJI.

B pesynbrate 3acenanus coBeta KCrepToB Obul paspalbo-
TaH Y NPUHAT aNrOPUTM PaHHe! AMarHOCTMKY MHPAHTUIIbHOM
¢dopmb IJIKJT (puc. 1). B cyuae oGHapykenust iByx 1 Gonee
YKa3aHHBIX IMarHOCTUYECKUX KpUTEPUEB PEOEHOK JIOJIKeH ObITb
o6cnenosaH Ha IJIKJ] Hesamen1TebHO, 0COOEHHO MPH OTCYT-
CTBMM NPHU3HAKOB MOPaskeH!s1 HePBHOI CUCTeMbl. JlnarHocTrka
vHaHTHbHOI ¢opmbl [IJIKJT nomskHa GbITh MpOBeneHa B Mak-
CUMAaJIbHO KOPOTKME CPOKM Zjisl CBOEBPEMEHHOro HasHauyeHusl
JOCTYIHOI B HACTosILee BpeMsl B Poccun naroreHeTnyeckoii e-
panuu.

«3onotbiM cTaHaaptom» auarHoctuku JJIKJl sgBnsercs
ornpezieneHne akTUBHOCTH (pepMeHTa JIN30COMHO KUCIION JIu-
Tasbl B CYXUX MSTHAX KPOBHU.

MAPLIPYTU3ALIMS TALIMEHTOB C UHOAHTHJIbHOA

oopmoit JIJIK
C yuerom OBICTPOro MporpeccupoBaHus MHGAHTUIBHOIM

¢dopmbl IJIKJI, BLICOKOTO pyCKa JIeTaJIbHbIX UCXO0B MPaBUJIb-

Hast MapLIPyTU3aLMsl NALMEHTOB MO3BOJIUT U3MEHHUTb MCXOZbl

3abosneBaHns. COBETOM 9KCMEPTOB OblL1 MPENIOKEH BapUaHT

HaOJII0ZIeHNsT M BeZieHHsl JaHHO rPYTIbl OOJbHBIX:

1. Jlucnancepusauusi. B TeyeHre nepBoro rozaa sKUsH1 BCe €T
TMPOXONST 0053aTeNIbHYI0 JMCMIAHCEPU3aLMIo, W Hauune
y Y4YaCTKOBbIX Bpaueii-NearMaTpoB KPaTKOro ajaroputMa aua-
THOCTMKM C OMMCaHWEM OCHOBHBIX CHMIITOMOB 3a007eBaHMsI
TMO3BOJIUT 3aM0A03pUTh MHpaHTUIbHYI0 popmy JJIKII 0o pas-
BUTHSI TSDKEJIbIX MOBPEXieHuit opraHoB. Hanuune B anamHese
y MaTepy HeBbIHALLMBAHMs1 OEPEMEHHOCTH WM JIeTaJIbHbIX HC-
XOZIOB Y JIeTeli paHHEero BO3pacTa JA0JLKHO HACTOPOKUTD Bpaua
B OTHOLLEHUH HAaCJIe[ICTBEHHBIX O0J1e3Hel 0OMeHa.

2. Bpauu nepBuyHOro 3BeHa. 3HaHMe NeauMaTpamu, MHQEK-
LIMOHUCTAMM U TacTPOIHTEPOJIOraMM  KIIMHUKO-J1abopa-
TOPHBIX MPOSIBJIEHNI 00JI€3HN MO3BOJIUT JUArHOCTUPOBATD
uHpanTuibhyo gopmy JIJIKJl Ha pannmx 3ranmax, xoraa
riopakeH1e OpraHoB He JIOCTUIJIO KPUTMYECKOW CTajanuu
M Ha3HauyeHue MaTOreHeTMUYeCKOW Tepanuu MO3BOJIUT CO-
XPaHWUTb KU3HD MaLMeHTa.

3. ®enepanbHble LeHTpbL [Ipy nono3peHny/yCTaHOBIEHNN U~
arHo3a uHaHTIbHOI dpopmbl [IJIKJT HeobxonuMo Hesamen-
JUTENbHO 0OPATUTBCS B YKa3aHHbIE HIKe peliepasibHble LieH-
TPbl [JIs1 PeLleHKs: BOMpOca O AajibHEeNIlel TaKTUKe BeeHNs]
nauueHToB. KpaiiHe BaskHO MakCMMaJbHO ObICTPO YCTAHOBUTD

ZMarHo3 1 00patutbcs B henepanbHblii LIEHTp 17151 onpererne-
HUS TAKTMKY BeJleHUs MaLMeHTa M Ha3HaueH!st pepMeHTHO
samecrutesibHOi Tepanuu (P3T) u nuerorepanmu. Cricok
¢denepanbHbIX LIEHTPOB, I7ie MMEETCs! OMNbIT BeIeHHs! MaLleH-
toB ¢ JIJIKJ], npencrasneH Hike:

— Kiunnka OI'BYH «DUL nutanust 1 OMOTEXHOJIOTMY;

— OTIAY «HaumoHanbHbIi MEOULIMHCKWI UCCIIeIOBaTelb-
CKMI LIeHTp 310pOBbs AeTeii» MuHsapasa Poccuy;

— Poccuiickas merckas kinmHuueckas 6osbHuua OIbOY
BO «Poccuiickuit  HalMOHaNbHbIA  KMCCIIE0BaTENb-
CKMi MenuuMHcKuii yauBepcuter uM. H.W. Tlnporosa»
Munsgpasa Poccuy;

— O@I'BY «HaumoHasnbHbIi MEOULIMHCKWI UCCIe0BaTellb-
CKuii LeHTp uM. B.A. Anmasosa» Munsapasa Poccuy;

— @I'bY «HaumoHanbHblii MEIULIMHCKUIL KCCIIE0BATENb-
CKMIt LIEHTp aKyLLepCTBa, TMHEKOJIOTMH 1 EPUHATOJIOTUH
UM. akaziemrka B./. KynakoBa» Munsnpasa Poccun.

4. TlaumeHTsl HAGIIOAAIOTCS U MOJYYAIOT TEPAIUIO B 001aCT-

HbIX LIEHTPaX 10 MeCTY KUTeJIbCTBA.

B%EHI/IE MALUMEHTOB C UHOAHTUIILHOM dOPMOM
JUIKN

Hanuune nocrtynHoit naToreHeTHueckoit Tepanuu 3Ha-
YUTENbHO U3MEHMUJIO UcXodbl MHGpaHTUIbHON PpopMbl JJIKIL
®3T pomskHa ObITh HauaTa He3aMeIJIMTeNIbHO NMOCIIe YCTaHOB-
JIeHWs! AMarHosa.

MeskaucLmnIMHapHbIiA MOAXOJ K BeleHNIO MaLWeHTOB C UH-
¢dantunbHoit popmoit IJIKJI ¢ yuactTeM HeOHATOJIOrOB WIIH TTe-
IMaTpoB OTZENEeHUs PaHHEro BO3PAcTa, raCTPO3HTEpPOJIOroB,
TeHETMKOB M JIUETOJIOTOB CJIeflyeT CYWTaThb eMHCTBEHHO Mpa-
BUWJIbHBIM.

Heobxonnmo cpasy obecrevnTsb LieHTPabHblii BEHO3HBbIi
JOCTYI NpY FOCMUTANM3aLUM NaLMeHTa.

(DEPMEHTHASI 3AMECTUTE/IbHASI TEPANKSI

®3T [9] mosikHa ObITL HaYaTa He3aMeIJIMTENbHO Mociie
noateepxaenns auartosa JJIKJL Ilns naunreHToB ¢ uHpaH-
TUAbHON popmoit IIJIKJI B MHCTPYKUMKU K TPUMEHEHUIO Ce-
Genunasbl anbga ykazaHa craprosas nosa 1 mr/kr 1 p./uen.
C BO3MOSKHOCTbIO ee yBenuueHust 1o 3 Mr/kr 1 p./Hen. npu
OTCYTCTBUM KjMHMUYeckoro oteera [9]. OnHako MUpOBOI
OMbIT BeJleH!s1 AaHHO IPyMIbl NaLMEHTOB MOKa3blBAET, YTO
CTapTOBOIt JOJI)KHA CYUMTAThbCs jo3a 3 Mr/kr 1 p./Hen. Mmen-
HO Takasl 0332 MO3BOJISIET ObICTPO KYNMMPOBAaTb TSIKeJIble
OCJIOkHeHust 3aboneBanus. B ciyuae HeOCTaTOYHOrO KiM-
HUYECKOro OTBETa 10338 MOKET ObITh yBeNMYeHa [0 5 Mr/Kr
1 p./nen. [lokasaHuem 1Jisi MOBBILLIEHUs 103bl ceOennnasbl
anbQa SIBJISIIOTCS:

— HeJOCTAaTOYHasl OMHAaMMKa MoKasaresneil (puanMyecKo-
ro pasButhsi (0COOEHHO OKPYSKHOCTH CpeIHeil TpeTu
ieya);

— noBbilleHe Guoxumuueckux mapkepos (JIOT, deppu-
ThH, C-peakTHBHbIi 6eJOoK);

— CTO¥iKas WJIM HapacTarollasi OpraHoMerausi;

— yBeJIMYeHHe YaCTOTbl UHTEPKYPPEHTHbIX MUH(EKLIM;

— MporpeccupoBaHle JpyruX CUMITOMOB (Hanpumep, O
croponbl KKT).

CnemyeT MOMHUTb, UTO [OMETOTEPamNusi SIBSIETCS BaX-
HOI 4acTbio edeHust nHGpanTwibHON dopmbl JJIKJT HapasHe
¢ ®3T, uro TpebyeT perynsipHOro aHanM3a nokasarenei ¢ak-
TU4ECKOr0 NMUTAHMsI ¥ COMOCTABIIEHUS! C KIMHUKO-Taboparop-
HbIMU TOKa3aTensivu. [leper yBennueHreM [03bl IO 5 MI/KT
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MNeanarpus

MHeHune akcnepra

HeoOX0aMMO yOennTbCsl, YTo pebeHOK MOJyYaeT afieKBaTHYIO
HYTPUTHBHYIO IOAZEPKKY.

Cneunduueckre Mytaumy npyu nHpantunbHoi popme JJIKJI
TIPUBOJISIT K BbIpaKEHHOMY J1ePULIMTY JIM30COMHON KUCIIOH JIuma-
3bl, I03TOMY M3MEeHEeHHe JI030BOro pexxnMa cebenmnasbl anbda
(CHMKeHHe YacTOThl BBEJEHUS1/T03bl) HEBO3MOXKHO, HECMOTPSI
Ha MOJIOKUTENbHYIO IMHaMKKY 6ose3nu Ha ¢ore O3T. [TonbiTku
M3MEHNTb PeXXUM BBeZieHus ¢ 1 p./Hen. Ha 1 p./2 Hex. B xozie Kiu-
HUYECKMX MCCTIe[oBaHUii cebennmasbl asiba NpHBeNH K perpeccy
KJIMHUYECKKX MPOSIBJIEHMI, UTO TPeOOBAIO BO3BPALLIEHHS CXOJI-
HOrO peskuMa BBeZieHus nperapara [8].

®3T pomkHa NPOBOOUTLCS HEMPEpPbIBHO W TMOXKW3HEHHO.
Jlro6oit mepepbIB B Tepanny yrposkaeT SKM3HHM MaLUeHTa.

CumnToMATHYECKAS TEPATIMS JIJIKJI

HYTPUTHBHAS TOIIEPXKKA

HytputuBHas mnonnepskka MauMeHTOB C WHQaHTUIbHOM
¢dbopmoit IJIKJI urpaet BaskHyt0 posnb B BeJeHMM NaLMeHTOB
B KoMmmuiekce ¢ O3T [9]. [Toatomy yuacTie auerosnora B Bele-
HUM TaKKX MaLMeHTOB HeOOXOOMMO A71s Pa3paboTKU MHAMBH-
ZlyaslbHOM MPOrpaMMbl MUTAHKMSL. [1J1s MALEHTOB 9TOM rpyMbl
XapaKTEpHO HapylleH!e BCACBIBAHMSI B KMILEYHHUKE M3-3a Ha-
KOTIJIEHHSI JIMMTUAOB B €r0 CTEHKe [2], 4TO AUKTYeT HeoOXOomu-
MOCTb Ha3HaueHUsl TapeHTePabHOro MUTaHUS.

Cpasy nocne ycraHoBnenust amartosa JJIKJT neobxomu-
MO TpEKpaTUTb IJHTEepajbHOE TNHWTaHWe (BKJIOYAs TIPYIHOE
BCKapMJIMBaHKE UM MOJIOUHble CMECH), IepeBecTH MaLueHTa
Ha nonHoe napenrepanbHoe nutanue (IMI1) ¢ nocreneHHbIM
BBEJIEHHEM 1 PacCLIMpeHHeM 3HTEPaJIbHOrO MUTAHMSI, HauMHas
¢ MozysbHOro nutanust (MI1). OCHOBHBIM MPHHLMIIOM COCTaB-
JleHWs1 pauMoHa Ul MaLuueHTOB ¢ MHaHTWIbHOI (opMoii
IJIKJT sBnisieTcst peskoe orpaHu4eHre JIMIUAHOTO KOMIOHEH-
Ta ¥ MHIMBMIYasbHbII MOAXOJ K BEEHUIO KaXAOTro MaLyeH-
Ta B 3aBUCHMOCTH OT TSDKECTH €r0 COCTOsIHUSL. KanopuitHocTb
nurauus GopMupyercs 3a cuet OeNKOB U [TIOKO3bL. JIMNMMAHbIi
KOMIIOHEHT (IPeMMYyLLeCTBEHHO CpefHeLernoveyHble TPUIIIH-
Llepyzibl) BBOAST MpPU CTaOMIM3aLMK COCTOSIHUS MOJ KOHTPO-
JIeM KJTMHUKO-71a00paTOPHBIX [OKA3aTesei.

[1py HopManM3aLKK COCTOSIHMSI M OJIOKUTENIbHOM JUHAMU-
Ke (pU31UecKoro pasBUTHS, OLIEHMBAEMOI! B MepBYIO ouepenb
M0 OKPY>KHOCTH CpefHell TpeTH [jieda, MOXXHO MOCTeNeHHO
ocyiectBUTb nepexop nauuenra c 111 Ha suTepanbHoe MIT co
3HAUUTENbHbIM OIPAHNUYEHNEM IJIMHHOLIENIOYEUHbIX TPUIIULE-
prnoB. JIMnuab! BKIIOYAIOT B BUAIE HE3aMEHHUMBbIX SKUPHbBIX KUC-
JIOT U CpeAHeLeNnoyueyHbIX TPHUITIMLIEPUIOB, OHM COCTaBJISIIOT
He 6onee 10% cyTouHoro Kanaopaxa. B 6osbLIMHCTBe Cyyaes
JeTU B TeYEeHKe AJIUTeNIbHOro BpeMmeny nosydarot MII, nosro-
My NpY HEOOXOOMMOCTH CJIeflyeT PacCMOTPETb BO3MOXKHOCTD
HaJl0KeHHs! raCTPOCTOMBI.

B nanbHeiiuiem nepeson peberka ¢ MIT Ha perynspHoe
HU3KOXMPOBOE MUTAHWE JIOJDKEH OCYLLECTBIISTbCSI MOCTENeH-
HO — usMeHeHue He Gonee 10-20% ot obiero obbema mu-
TaHust B Hexeno. JlobGaBiieHne B CXeMy MUTaHMsI JUTMHHOLE-
TIOYEUHbIX TPUITIMLIEPHUIOB He NOJKHO mnpeBbiiaTh 10% OT Mx
MCXOIHOr0 00'bemMa B MeCILl,

B cBs13u C orpaHnyeHneM sKMpOB B MUTaHUKM HEOOXOAMMO MPO-
BOZIUTb PEryJISIPHbIE MOHUTOPHHI YPOBHSI SKMPOPACTBOPUMbIX
BUTaMHMHOB U JIOTIOJIHUTENbHO Ha3HAYaTh KX.

KynPOBAHWE AHEMWM

AHemMss y TAUMEHTOB € MHQAHTWIbHON  (OpMONt
JJIKJI TpynHo nopnaercst KOppeKUMy NnepopanbHbIMU Tpena-
paTamu kene3a 13-3a BbIPAsKEHHOTO CHHAPOMA Masbabcopo-

K. B ciyuae Tskenolt anemnn He0GXOAMMO OTAABATb Mpe-
TIOYTEeHNe NapeHTepabHbIM NpenapaTam xenesa [9].

HPVFI/IE METO[bI JIEYEHU

TpaHcriaHTaLyst TMeYeHH MOXeT ObITb peKOMeHIOBa-
Ha TOJNbKO B Cllyuyde TEePMHUHAIbLHOTO TMOPa’KeHUsl OpraHa
B KauecTBe MauIMaTUBHOI Mepbl, HO He ans nedenust JJIKJI,
TMIOCKOJIbKY JIaHHAsl ofepauysi He OKasblBaeT BJIMSIHMSI HAa CU-
CTeMHOe TeueHue 3a00J1eBaHusl.

Tpancnnantauuss koctHoro mosra (TKM) y mauuenTos
¢ uHanTunbHoi ¢opmoit JIKIT 6e3 O3T nmena nebnaro-
TNpuUsiTHble Mcxobl. B HacTosiLunit MomeHT HHGOpMAaLIMK O 101-
FOCPOYHbIX Pe3yJbTaTax JaHHOTO TepaneBTUYeCKOro MOAXO-
na HepocraTouHo. B cBsisu ¢ stum TKM ne pexomengyercs
ans pyrunHoit tepanun JJIKJI [5-7].

MOHUTOPHHT COCTOSIHUS TMALIMEHTA
C UH®AHTUbHOI dormoit JIJIKJI

Bce nauuenTsl ¢ ycraHoBieHHbIM fuarHo3om JJIKJT pomnxk-
HbI ObITb BKITIOUEHbI B peructp JJIKIT [9].

YacToTa MOHUTOPHHIA COCTOSIHNSI IALIEHTA:

— eXeJIHeBHas! KIMHUYeCKast OLleHKa COCTOsIHMSI GOJIbHOTO

BO BpeMsl CTaLIMOHAPHOTO JIeUeHus);

— ekeHeyleJIbHasi KJIMHNYECKas OLIeHKa COCTOSIHUSI 6OJIb-
HOTO B TeueHue NepBbix 24 Mec. Tepanuu;

— peryJsipHas KJIMHUKO-71abopaTtopHast ouieHka 1-3 p./mec.
B 3aBMCHMOCTH OT MHIMBUAYaAJIbHOTO COCTOSIHUSI MaLM-
eHTa NocJie nepBblx 24 MecC. Tepanuu 1 faee.

Ha kaskom sTarne MOHUTOPHHra HE0OXOANMO OTCIIEKMBATD

CTIelyIoLLMe TOKa3aTesIu:

1) macco-pocToBble oKasaresu;

2) OKpYKHOCTb CpeJiHeii TpeTH Ileya;

3) KorHMTMBHbIE GYHKUMM (IU1s1 TTOHMMAHHMST JIOJITOCPOY-
HbIX UCXOZIOB);

4) KIMHUYECKMI1 aHaJIM3 KPOBY;

5) 6uoxumuuecknii aHanuz kposu (ACT, AJIT, LU, ITT,
Ounupy6uH, oOLMit Genok, JUMUAHBIA NpoduIb Co-
rnacHo rpaduky HabmozneHus; C-peakTHBHbIN OOk,
JIAT, peppuTrH Ha 3Tane CTalMOHAPHOTO JIeUeHUs);

6) Y3W opraHoB OpIOLIHO# MOJIOCTH (€KEHEeNeNbHO B CTa-
LIMOHApe, eXXeMeCsIUHO 110 MECTY JKUTeJIbCTBa B NIepBble
24 mec. ievyeHus).

CnenyeT NOMHUTD, YTO M3-3a BbIpa’keHHOIA renaro- u crije-
HOMeraj1u mMacca Tejla MOXeT He OTpaxkaTb peasbHyl0 JAWHa-
MUKy (U3N4eCKOro pasBuTUs. OKpY>KHOCTb CpenHeil TpeTn
Tuieya siBIIsieTcs Hanboslee ONTUMabHBIM [10Ka3aTeseM, OTpa-
SKAIOILMM IMHAMUKY COCTOsIHMS mauuenTa [10, 11].

SAKJIIOYEHUE

3HaHue CUMITOMATHUKM 1 BbICOKAsi HACTOPOXKEHHOCTb Bpa-
yeil B OTHOLLIEHMH KJIMHNUKO-1a00paTOPHBIX PU3HAKOB KpaiiHe
Ba>KHbI [1J1s1 CBOEBPEMEHHOI1 IMarHOCTUKK op¢aHHbIX 3a00re-
BaHuii. Vcronb3oBanue NnpemyiokKeHHOro ajJroputMa JMarHo-
CTUKK MHpaHTUIbHOHM popmbl JIJIKJI O3BONUT yIydILUTD Bbl-
SIBIIEMOCTb M MCXOZbI 9TOTO TSIKENIOro 3aboJieBaHus y AeTeit
NepBOro rozia >KU3HU.

[lpu Benenun nauueHToB ¢ uHPanTUIbHON dpopmoit JJIKJI
HEOOXOIMM MHIMBUAYAJIbHBIA MOAXOZ K ONpeneNeH!Io 103bl
($epMeHTHO! 3aMeCTUTENIbHOM Tepannu U TaKTUKe HYTPUTHB-
HOM MoJJepsKKM.

Cnucox numepamypot Boi mosceme Hasimu na casime http://www.rmj.ru
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