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LAedUUmnT 1M30COMHON KMCIOM nnasbl — peakas HacneacTBeHHas ¢epmeHTonatusi. CtaTtbsi NocBsileHa COBPEMEHHOMY
COCTOSIHMIO laHHOM nNpo6ieMbl. ABTOpaMu nNpeAcTaBaeHbl AMMAEMNOIOMMYECKME JaHHbIE N 0COBEHHOCTH 3THoNaToreHesa
[BYX QEHOTUNMNYECKMX popM AepurLmnTa IM30COMHOM KUCI0M innadbl — 60/1€3HM BosibMaHa M 60/1e3HN HaKOMIeHUS 3pu-
pOB XxosiecTepuHa. B ctatbe Noapo6HO onucaHbl KIMHUYECKNE XapaKTepPUCTUKM KaK BbICTponporpeccupyroLler Gopmsbl, Tak
1 MeaneHHo pa3BuBaloLericss 601€3HM HaKoMIeHUs apUPoB xonectepmHa. Moapo6HO npeacTaBieH aaropUTM M yKasaHbl
K/loYeBbIE 3Tanbl AMpdepeHLmanbHo-AMarHoCTUYECKOro rnomcKa. TiartesibHoO chopMYyInpPoBaHbl NMoKa3aHUs K natoreHeTm-
4YECKOMY IEHEHUIO M U3JI0XKEHA TaKTUKa NPOBEAEHNS HEPMEHTHON 3aMeCTUTENbHON Tepanuun. OxapaKTepu3oBaHbl COBpe-
MEHHbIE NMoAX0Abl K BEAEHUIO NalMeHTOB JETCKOro Bo3pacTa.

KnioyeBble cnoBa: 1epnynT IM30COMHOM KNC/I0M innasbl, 601€3Hb BosibMaHa, 6071€3Hb HaKoMNaeHWs 3(1MpPOB X0AECTEPHHA,
AnarHocTuka, aupoepeHumnanbHbii auarHo3, KIMHUYECKOoe TedeHne, 1e4eHne, pepMeHTo3aMecTuTelbHas Tepanus, 4eTu.

(4na ymtupoBaumus: bapaHoB A.A., HamazoBa-bapaHoBa J1.C., TyHgo6uHa 0.C., Muxannosa C.B., 3axaposa E.1O.,
BuwHéa E.A., CaBocTbsiHOB K.B., CtenansaH M.HO. Jedunumt NTM30COMHON KMCNOM Nunasbl: KNTMHUYECKME peKoMeHaalmm
Mo OKa3aHWs MeaMUMHCKOM noMolun getam. lNeguatpunyeckas papmarosorms. 2016; 13 (3))

ONPERENEHUE JIN30COMHYIO Kucnyto nunasy (JIKJ1), npuBogsilee K HaKo-
OednunT NM30COMHON Kucnow nunasbl (AJTK) — MJIEHUIO CNOXHbIX 3GMPOB XONecTepuHa U TPUIMULLEPULOB
XPOHUYECKOE nporpeccupyollee 3aboneBaHne, B OCHO- B MeYyeHW, Cene3eHKe, CTEHKaX KPOBEHOCHbIX COCYAOB M

BE KOTOpPOro nexut aedekT reHa LIPA, koaupylowero APYrUX TKaHSX.
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Lysosomal Acid Lipase Deficiency: Clinical Practice Guidelines
for the Delivery of Medical Care in Children

Lysosomal acid lipase deficiency is a rare hereditary enzymopathy. The article concentrates on the current state of the problem.
Authors presented epidemiological data and features of etiology and pathogenesis of two phenotypes caused by lysosomal acid lipase
deficiency (LALD): Wolman disease and cholesteryl ester storage disease (CESD). This article includes the detailed description of clinical
characteristics of both a rapidly progressive form and slowly developing CESD. The article provides information on the detailed algorithm
and key points of differential diagnostic search. Indications for pathogenetic treatment were explicitly stated and strategies for the
enzyme replacement therapy were summarized. Contemporary approaches to the management of pediatric patients were characterized.
Key words: lysosomal acid lipase deficiency, Wolman disease, cholesterol ester storage disease, diagnosis, differential diagnosis,
clinical course, treatment, enzyme replacement therapy, children.
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KnuHuyeckue peKkomeHaauum

KnuHnyeckn aaHHoe 3aboneBaHWe MOXKET MpoTeKaTb B
OBYX GEHOTUNMUYECKMX popMmax:

1) 6one3Hb BonbmaHa — 6bicTpopas3BuBatowascs dopma
[OJIKJ1 ¢ Hayanom B MnageH4YecKoM Bo3pacTe;

2) 60ne3Hb HakonneHus adupoB xonectepumHa (BHIX)
XapaKkTtepusyetca 6onee MeAeHHbIM XapaKTepom npo-
rpeccupoBaHns U MaHUbECTUPYET B 6osiee CTapLlinx BO3-
pacTHbIX rpynnax.

CreneHb cHMXeHus JIKJT KoppenunpyeT ¢ TAKECTbIO Kiu-
HUYECKMX NPOSBNEHWI: Npn 6one3Hn BonbmaHa JIKJT oTeyT-
CTBYET, UM aKTUBHOCTb pepmeHTa cocTaBnseTr meHee 1%
HOPManbHOM aKTUBHOCTH.

Koa MKB-10
E75.5 [pyrne HapyweHUs HaKonIeHns TMNnaoB.

SANMUAEMHOJIOrUa

Yactota [AJIKJZT coctaBnser 1:40000-1:300000.
McecnegoBaHns MO M3YYEHWUIO 4acTOTbl BCTPE4YaemMocTH
OJIK/T B Poccum He npoBoAMINUCE; OXMaaeMas YyactoTa —
1:100000.

3TUOMNATONEHE3

[OJIKJ1 HacnedyeTcs MO ayTOCOMHO-PELECCUBHOMY TUMY.
Mauymentbl ¢ OJIKJ1 aBnsioTcsa, Kak npaBuno, nMb6o romo-
3UrotTamu, NM60 KoMnayHA-retepo3uvrotamu no mytaumam
reHa LIPA, XoTs y HEKOTOPbIX 6ONbHbIX MOTYT UMETb MECTO
MyTaLuK, He BbiSBAsSiEMble CTaHAapPTHbIMKW MeTogamun JHK-
aHanmsa. K HacTtoswemy BpemMeHu o6HapyKeHo 6onee
40 myTauWK, CBA3aHHbIX C HapyweHneM GyHKUUK pepMeH-
Ta. Hanbonee Taxesble NOBPEXAEHUS, TaKUE KaK HOHCEHC-
MyTaLWW, NEPEecTPOrKK reHa, MyTaLuun co CABUIOM pPamKu
CYMTbIBAHUS, KaK NpaBuW/O, BbIABASIOT NPU TAXKENbIX Gop-
Max 3aboneBaHus.

Jln3ocomHasi Kucnas nunasa MUrpaeT KAYeEBYO POSib
B MeTabonn3me NIMNUAOB, OCYLLECTBASAA rMApPONnM3 ahupoB
XonecTepuHa v TPUIMnLEPUAOB B TM30COMaXx A0 CBOGOLHOIO
XONECTEPUHA U HUPHbIX KUCIOT. JIMNKNAbI UM UX OKUCAEHHble
NPOM3BOAHbIE B3aUMOAENCTBYIOT C GaKToOpamu TPaHCKPUN-
LMK, KOTOpblE HEMOCPEACTBEHHO MOAYIMPYIOT 3KCMNPECCUIO
reHOB, BOBJ/IEYEHHbIX B CMHTE3 M MOMNOLEHNE X0NecTepurHa,
a TaKKe IMnoreHes.

O6bIYHO BHYTPUKIIETOYHbIN M3ObLITOK CBOGOAHOIO Xone-
CTepMHA MPUBOAMUT K CHUMKEHWIO aKTMBHOCTM peLenTopoB
IMNONPOTEMHOB HW3KOW nnoTHocTh (JIMHI), 4To B CBOWO
oyepeab yMeHbLUAeT MPOHUKHOBEHUE XONecTepuHa B KneT-
KY; MIHTMOUPOBAHUE TMOPOKCUMETUNTNYTapui-KkodepmeHTa A
(TMIr-KoA) peayKktasbl No NpUHLKUNY 0OpaTHOW CBS3KM Mpwu-
BOAMT K YMEHbLUEHWIO CUMHTE3a XOSleCTepUHa, CTUMYAALUK
aumn-xonectepuHaumnnTpaHchepasbl U aKTUBUPOBAHMIO aTe-
pudurKaunn xonectepuHa. B 10 e BpemMs BHYTPUKIETOYHOE
HaKOMNEHNE KUPHbLIX KUCNOT NPUBOAMT K TOPMOXKEHMUIO CUH-
Te3za pochoNMnUAOB U TPUTNULLEPUAOB.

B ycnoBusix CHUeHHOW akTuBHOCTHU JIKJ1 nnu ee NonHoro
OTCYTCTBUS 3PUPbI XONECTEPUHA U TPUMIULEPUALI HE MeTa-
60M3NPYIOTCA U HaKananBaloTCs B M30COMax, CBOGOAHbIN
XONECTEPUH U XKMPHblE KUCNOTbl B KNETKEe He o6pasyloT-
cs. BosHuMKWKNA aedUuUNT BHYTPUKIETOYHOrO CBOGOAHOMO
XONecTepuHa M MKUPHbIX KUCNOT MPMBOAMT K aKTMBaLUu
MT-KoA-peayKTasbl, CUHTE3Y 3HAOrEeHHOro xonectepuHa u

TPUIMLLEPUIOB, a TaKXKe YCUIEHUIO SHAOLMTO3a XonecTepu-
Ha 4yepes peuenTtopsbl JIMHI, o6ycnoBnnBas BOSHUKHOBEHWE
rMNEPXoNECTEPUHEMUN U ANCAUNULEMUMN.

Taknum o06pas3om, HaKonjeHue aPpUpPOB XoNiecTepuHa U
TPUIMLLEPUAOB B MeEYEeHW, Cene3eHKe U Apyrnx opraHax
COMPOBOXKAAETCA AUCAUNUAEMMEN C NOBbILLEHHBIM YPOBHEM
o6Lero xonectepnHa B CbIBOPOTKE KPOBW, BbICOKUM YpPOB-
HeM xonectepuHa JIMHI, HU3KMM YpPOBHEM XonecTtepuHa
NIMNONPOTENHOB BbICOKOW nnoTHocTh (JIMBI), a TakKe BO3-
MOXHbIM MOBbILEHNEM YPOBHS TPUMNLEPHUAOB. MoBbIWEHKE
YPOBHSI O6LLEr0 XONecTepuHa U TPUIMMLIEPULOB CBSI3aHO C
HaKkomneHveM B Mna3mMe KpoBu anoB-cogeprkawux nuno-
NPOTEMHOB, TaKMX KaK XONEeCTEPUH NMMONPOTEMHOB OYEHb
HWU3KOW NAIOTHOCTU U xonectepuH JITMHI.

Mpn 60ne3Hn BonbMaHa JIKJ1 OTCyTCTBYET, UNM aKTUB-
HOCTb (depMeHTa cocTaBngeT meHee 1% OT HopMalbHOWM
aktuBHoctu JIKJ1. 910 Beaetr K MacCUMBHOMY JIU30COMHO-
My HaKOMAeHUIo 3DUPOB XONnecTepuHa W TPUIMLEPUAOB
NPEUMYLLECTBEHHO B NEYEHW, cene3eHKe, HagnoYyevyHuKax,
KOCTHOM Mo3re, nnmdaTuyecKkux ysnax M B Makpodarax
PETUKYNO-3HAOTENNANBHOW CUCTEMbI, OCOGEHHO B BOPCWH-
KaX KMLIEYHUKa.

BH3X — dopma AJIKJ1, BO3HMKaOWAa B AETCKOM WM
B3pOC/IOM BO3pacTe, B 3aBMCUMOCTU OT OCTAaTOYHOM aKTUB-
HocTu JIKJT in vitro, KoTopas, Kak NpaBuo, HaxoauTcs B Ana-
nasoHe oT 1 0 12% HopManbHOW akTUuBHOCTHK JTKJ1.

KJIMHUYECKASA KAPTHUHA (1abn.)

bone3Hb BonbMaHa — pegkas OGbICTponporpeccupy-
owasa dopma AJTKJ, nposBhsowascs ¢ nepBbiXx MecsiLeB
MU3HU pebeHKa, NpuBoAsAWas K pa3BUTUIO MEeYEeHOYHOWM
HeJOCTaTOYHOCTM U NPEeXAeBPEMEHHON CMEPTHU B BO3pacTe
fo 1 roga. KnuHuyeckasi KapTWHa XapaKTepuayeTcs npo-
rPECCUPYIOLLMM YBEIMYEHMEM MNAPEHXMMATO3HbIX OPraHoB
(NnevyeHn U ceneseHku), CUMHAPOMOM Masibabcopbumnu, Npo-
ABNSIOWNMMCSH PBOTOW, AMapeen, runotpoduen u 3agepK-
KOM TeMnoB ¢u3nyeckoro pa3sutua. B psge cnyyaes pas-
BMBaeTCs MapanuTMyeckas KulleyHas HenpoxoguMOoCTb.
OtnnyntenoHon Yyepton 6onesHn BonbmaHa aBngeTcd mac-
CMBHOE yBe/WYeHWe M KanbUubuKauMa HaANOYEeYHMKOB.
Mo AaHHbIM peHTreHorpadum HafNOYEeYHUKU XapaKTepusy-
0TCA HaNMYMeM TOYEYHbIX 04aroB KanblUubuKauum no Bcen
napeHxnme ¢ CUMMETPUYHBIM U MACCUBHbIM YBENUYEHUEM
NpW COXPaHEeHWW CBOEW MOAYAYHHOW WX NUpamuaanbHoM
dopMbl. Y aTUX AeTEN MOXKET UMETb MECTO HEAOCTaTOYHOCTb
KOpbl HaAMOYeYHWKOB. K HEBPONOrMYECKUM MPOSABAEHUSM
6one3Hn BonbmaHa OTHOCHAT MPOrpeccUpytoLLylo 3ageprKKy
NMCUXOMOTOPHOIO Pa3BUTUSA, HaNNYME NMONOXKUTENBHOIO CUM-
ntoma babuHCKOro W ApyrMx natonorM4yeckunx pednexcos,
KOHYCbI CTOM, OMUCTOTOHYC M Ap.

BH3X xapaKtepusyeTrca 6onee MeOlieHHbIM Xapak-
TEepoM pas3BUTUS, OTCYTCTBMEM HEBPOSIOTMYECKON CUM-
nToMaTMKkU. Bepywme CUMNTOMbI — MOpPaXKeHWe nevyeHu
n gucannugemust. Mporpeccupytoliee nopaxeHue nede-
HW XapaKTepuayeTcs HaauMyiueM cuHapomMa ULMToNu3a,
renatomeranmn c¢ popmMupoBaHuem Gubpo3a U LKUPpPO-
3a MNeyYeHn C pas3BUTMEM MNEYEHOYHOM HEefOCTaTOYHOCTH.
Ovcannuaemmsa — noBbllWEHWE B CbIBOPOTKE KPOBM YpPOB-
HA xonectepuHa JIMHM n Tpurnuepuaos Npyv HoOpMaabHOM
WM HU3KOM ypoBHe xonectepuHa JIMBI (runepavnonpo-



Ta6nuua. CpaBHeHWe NposiBNeHn 60ne3Hn BonbMaHa 1 601e3HU HakonneHUs adupoB xonecTepuHa

MposBneHue Bone3Hb BonbmaHa AL DLEIE T TR
XxonectepuHa
BospacT Havana/aMarHoCTUKM 1-3 mec [leTcKkuni, B3pochnblin
Bo3pacT Ha MOMEHT fieTanbHOro ncxoa (6e3 nevyeHus) [o 1 ropa BapurabenbHbin
[enatomeranus + +
Drbpo3/Unppo3 neveHun + +/%
CnneHomeranus + +
Kanbundurkaums HagnoYe4yHUMKOB + -
CuHapomM Manbabcopbumnn + +
Kaxekcus + -
HeBponoruyeckue nposiBneHns + -

TenHemus llb TMNa) MOXKET NPUBOANTL K YCKOPEHHOMY pas-
BUTUIO aTepOoCKepo3a.

MmeeTcsa onpeaeneHHbin Anana3oH KIMHWUYECKUX Mpo-
aBneHun BHIX. TaK, y NauMEHTOB C TSeNbiM NoparKeHnem
KIMHUWYECKas KapTMHA MOXET pPasBEPHYTbCA B [AETCKOM
BO3pacTe B BMAE CMMMNTOMOB, HanoMuHawWwwmx 601e3Hb
BonbMmaHa, TaKMx KaKk NOHOC, 3afepiKKa pasBuUTUSs, PBOTa,
B3/lyTME XXMBOTA, HO TakMe NaLMEHTbI BCE XKe MOTYT AOXKUTb
[10 MOAPOCTKOBOro WK A0 B3POC/IOro Bo3pacTa.

B TO Xe Bpems CMHAPOM ManbabCcopOLMKU, UCTOLLEHME U
KaxeKcus BCTPEYaloTCs PEAKO U He SBASIOTCS NOCTOSHHbIMM
npu3Hakamu BH3X.

AUATHOCTUKA

AwnarHos AJIKJT MoXKeT 6bITb 3anogo3peH Npu Halan4vymu
COYEeTaHWs UISBMEHEHWUI CO CTOPOHLI MEYEHU (renaTtoMeranuu,
NMOBbILIEHNS aKTMBHOCTU TpaHCaMWHa3, MPU3HAKOB CcTeaTto-
3a) U HapyLeHusa TMnugHoro npoduns.

Hannune 6onesHun BonbmaHa cnegyer npeanofioxuTb
y pebeHKa nepBbiX MECSLIEB XM3HW C NOCTOSIHHOW PBOTOM
WM Ouapeew, OTcTaBaHMEM B Pa3BUTMM, renaToCnieHo-
MeraaMen u CUHAPOMOM Manbabcopbunn. YBEUYEHHbIE
HaNOYe4YHUKM C MpPU3HAKaMM KanbUMbUKaLUKM SBASIOTCS
HenocpeacTBEHHbIM KO4YOM K MOCTaHOBKE AMarHosa.

CnoHOCTb CBOEBPEMEHHOW AMarHoCcTMKkn BHIX 3akito-
YyaeTcs B OTCYTCTBMM WM HecneundUYHOCTM Kanob nauu-
€HTa, HEeCMOTpPS Ha MNPOrpeccupoBaHMe NaToNOrMYecKoro
npouecca B nevyeHn. Bo mHorunx cnyvaax AJIKJ1 HaxoaaT cny-
YaHO — Mpu OBGHAPYKEHUU U3MEHEHUN B BUOXMMUYECKOM
aHann3e KPOoBM WK YbTPa3BYKOBOM UCCIEA0BAHMMN MEYEHW.

OcHoBOM coBpeMeHHOM anarHoctukun AJIK/1 aBnaetca
6uoxmMmu4eckmi aHaan3 aktmHoctu JIK/1. JIKJ1 oueHmnBa-
eTcsl NyTem onpeaeneHns akTMBHOCTU GepMeHTa B Ky/bTy-
pe dnbpobnacToB, NENKoLUTax nepuPepruyeckon KpoBwu;
OAHUM M3 Haubonee AOCTOBEPHbIX METOAOB CYMTaeTCs
namepeHue aktuBHocTu JIKJT B Cyxux nATHaX BbiCyLUIEHHOM
KPOBMW Ha cneLuunanbHbIX AMArHOCTUYECKUX dUabTPaX.

Mpn ocmoTpe, cObope aHamHesa 1 )anob cnegyet obpa-
TUTb BHUMaAHMe:
° Ha Hanuyve renaToMerananu UM renatocnieHoMerannu;
°  3aepKKy GM3UYECKOro pas3BuUTHS;
® cnaboCTb, NOBbILLEHHYIO YTOMASEMOCTb;

° fOunapeto, 6011 B KMBOTe, cTeaTtopeto (MpU BOBJIEYEHHO-
CTW B NATONOrMYECKMM NMPOLLECC KULLIEYHMKA);

° HaJuyuMe NPU3HAKOB MEeNTyxW, acuuTa, BapUKO3HOIo
pacliMpeHus BeH nuwesofa (Mpu pas3BuUTUM LUMPPO3a
neyeHwn);

® CceMeWVHbIM aHaMHe3.

KnnHuyeckui ocMOTp BKOYAEeT WM3MeEpPeHue pocTta

M Maccbl Tena, TemnepaTypbl Tena, BbiIBNEHWE renarto-

crieHOMeranann, OLEHKY COCTOSIHUS CcepheyvHO-COCYAMUCTOMN

CUCTEMBI.

JIABOPATOPHBIE U UHCTPYMEHTAJIbHBIE
UCCNEQOBAHUSA

1. KnuHMYecKnr aHanm3 KpoBu 60MbHbIX ¢ AJTKJT MOXET Bbis-
BWUTb aHEMMUIO, TPOMOOLIMTONEHUIO, PEAKO — NIEUKOMEHMIO.

2. buvoxumuyeckun aHanuM3 KpoBu OOGHapYXKMBaeT MNOBbl-
LEHWE aKTMBHOCTWM TpaHCaMMHa3 (aNlaHMHAMMWHOTPaHC-
depasbl, acnapTrataMMHOTpPaHchepasbl), rmnepxonecre-
PUHEMMIO, TUMNEPTPUIIULIEPUAEMMUIO.

3. JlunngorpammMa KpOBM: YBEMYEHUE KOHLIEHTpaLMK
JIMHIM, y MHOrMX 60/bHbIX CHUXEHO Konuyectso JIMNBI B
KpoBW. pn aHann3e anonMnonpoTemHorpammbl y 60sb-
LUMHCTBA 6OJbHbIX BbISIBASIOT NMOBbILLEHWE YPOBHS OCHOB-
Horo anonunonpoteuHa JIMHIM — anonvnonpotenHa B.

4. YnbTpa3ByKOBO€ WUcCneaoBaHWe U MarHUMTHO-Pe30HaHC-
Has Tomorpadus (MPT) opraHoB OpIOLIHOM MONOCTH
NO3BOJIAIOT BbIABUTb YBENMYEHWE MEYEHHU U, pPEXE, cene-
3€HKMW, CTeaTo3 MeyvyeHu; NpoBeaeHne KONNYECTBEHHOM
OLIEHKMU XupoBon ancTpodumn nevenun (no MPT) Heob-
XOAMMO AN nocnegytowero KoHTpons apdeKTMBHOCTH
GEepMEHTHON 3aMeCTUTENbHON Tepanuu.

5. buoncus neyeHU: MaKpPOCKOMMYECKU MNevyeHb WUMeeT
SAPKUIM KEeNTO-OpaHKEBbIM LBET; TMCTO/IOrMYecKas Kap-
TUHa XapaKTepuayeTcsi HalnvyueM MUKPOBE3UKYIAPHO-
ro creaTo3sa, «MeHUCTbIX» KneTok Kyndepa, npuv3HaKoB
Gnbpo3sa 1 UMppo3a NeveHu.

6. MoneKynsipHO-reHeTU4ecKoe wccnegoBaHue: BbisiBle-
Hue MyTauun B reHe LIPA, koaupyowem JIKJ, asnsetcs
[OMONHUTENbHBIM METOAOM MCcnefoBaHus. XoTa 60/b-
LUIMHCTBO MOPaXKEHHbIX MaLMEHTOB SBASIOTCA TOMO3W-
roTaMm WAM KOMMNayHA-reTepo3nrotaMyM B OTHOLIEHMM
MyTauun reHa LIPA, y HEKOTOPbIX NaLMEHTOB MOTYT UMETb

NEAUATPUYECKAA ®APMAKOJIOTUSA /2016/ TOM 13/ N 3



KnuHuyeckue peKkomeHaauum

MECTO MHTPOHHbIE MyTaLMK, HE BbIIBAIIEMbIE NPU NpoBe-
[EeHUN CTaHAAaPTHOIO rEHETUYECKOrO CKPUHMHTA.

7. TpeHaTanbHasa AMarHOCTMKa peKomeHgoBaHa ans ntobon
nocneaywouien 6epeMeHHOCTU B CEMbSX, OTATOWEHHbIX
X0TS 6bl 0gHMM cnydaem AJTKI.
30010TbIM CTaHJaApPTOM JUArHOCTUKM AIB/SIETCA OUO-

XUMUYECKOoe TECTUPOBaHUe aKTUBHOCTU pepmeHTa JIK/,

NMOCKOJIbKY NaTOreHHOCTb HEKOTOPbIX BbISIBJIEHHbIX pea-

KMX U HOBbIX MyTaLMUi TpeOGyeT AONOJIHUTE/IbHBIX JOKa-

3aTenbCTB.

KoHcynbTauum cneumanmucToB
e KoHcynbTauua Kapanonora Heobxoguma getam ¢ AJIKJ

LNS onpeAeneHns cepaeyHo-cocyaucToro pucKa.

e KoHcynbTauusa guetonora — ang nogdéopa cneunanmau-
pOBaHHOW AMNETHI.
e KoHcynbTaumsa Bpada-reHeTMka nokasaHa CeMbsaM, UMe-

IOWKUM poacTBeHHMKOB ¢ AJTKJ1.

AwnarHo3 AJIKJ1 ctaBUTCA HA OCHOBaHUU COBOKYIM-
HOCTU KJIMHUYECKUX AaHHbIX, pe3yibTaToB NaGopaTop-
HOro UccrnefoBaHUA, GUOXMMUYECKOI0 U MOJIEKYIIPHO-
reHeTM4ecKoro aHanau3sa.

ANOOEPEHLUANbHBIA AUATHO3

OnddepeHunanbHbiv gnarHos AJIK/1 npoBoasaT co cneay-
OWMUMM NaTONOTUAMM:

° 3a60/1eBaHUAMU NeYeHu;
®  HapyweHWAMMU IMNUAHOIO 06MEHa;
°  APYrMMU pefKUMU 6ONE3HAMMU HAKOMNEHUS.

Y nauumeHToB C renatomerasnvMen U MnoBblLEHUEM aKTUB-
HOCTV TPaHCaMMHa3 B CbIBOPOTKE KPOBMW HEBEPHbIE ANArHO3bl
MOTyT BK/OYaTb HEANKOroMibHYIO XUPOBYO 60/1€3Hb NEYEHHU,
HeaNlKorosibHbl cTeaTorenaTuT, BUPYCHbIM renatut, ayTouM-
MYHHbIV FrenaTuT, KPUNTOrEHHbIN renaTuT AN LMPPO3 NEYEHMN.

Ha ocHOBaHMW HapyweHUs AUMNUAHOro NPodUIS MOXKET
OblTb MOCTaBNEH HEBEPHbIM AMarHo3 CEeMEWHOM TUMepxo-
nectepuHeMmnn, cemenHoro agedeKkta anoB M nonuvreHHowm
rMNEepPXoNecTepUHEMMM.

Cpeau peakux 6onesHen HakonneHus auddepeHumanb-
HbIM AMArHO3 MOMET MPOBOAMUTLCS C TUPO3UHEMMEN 1-TO
TMNa, ranakro3emuen, 6onesHotdo HumaHa-luka (tun B),
60s1e3Hbio [oLwe, 6051e3HbI0 BunbcoHa, aedpextamu 3-oKkucne-
HWS YKUPHBIX KUCNOT.

NMPUMEPLI AUATHO30B

Oednunt NM30COMHOW KWUCIOW nunasbl.
BonbmaHa. CuHapom mManbabcopbumu.

Jeduunt NTM30COMHON KUCNOW Nnnasbl. bonesHb Hako-
naeHns apuUpoB XoNecTepuHa.

Jeduunt NTM30COMHON KUCNoW Nnnasbl. bonesHb Hako-
naeHns adpupoB xonectepuHa. LiInppos neyeHu.

bonesHb

JIEMEHME

Ha cerogHsWHWN AeHb eANHCTBEHHOW 6e3anbTepHaTuB-
HOM naTtoreHeTnyeckon Tepanuen AJIKJT aBnseTcs NoOxKus-
HeHHasi depMeHTHasa 3amecTuTenbHas Tepanus (P3T) cebe-

nnnason aanpa1 — PEKOMOWHAHTHOM JIM30COMHOM KMUCIION
nunason. NMpUMeEHSETCS C LeNblo yaydlleHns metabonuama
IMNUOOB U YMEHbLIEHUS HaKoMeHns ahpUpPoB xoNecTepuHa
U TPUMNMLEPHULOB Y NALMEHTOB BCEX BO3PacToB npu aedu-
LMTe NIM30COMHOM KKC/IoW nunasbl. [penapaTt Ha3HavyaeTcs
13 pacyeta 1 Mr/Kr 1 pa3 B 2 He[l BHYTPMBEHHO KanesbHO.

PekomeHgyeMasi HavanbHaa [go3a y AeTen mnaglwero
BO3pacTa (< 6 MecsueB) cocTtaBnsgetr 1 Mr/Kr, BBOAWT-
CA B BMAE BHYTPUMBEHHOM MHQY3UM OAMH pa3 B Hedento.
B 3aBMCUMOCTM OT KNIMHUYECKOro OTBETa, creayeT paccMo-
TPETb BO3MOHOCTb MOCTENEHHOIr0 YBENUYEHUS JO3MPOBKHM
00 3 Mr/Kr OAuH pas B HeJernto.

®3T Ha3HavatoT NpU NOATBEPKAEHUN AnarHosa aedbuLm-
Ta JIN30COMHOW KUCIOW Nnnasbl U Hann4mMm Xots Obl O4HOIO
cuMmnTomMa 3aboneBaHus. lpn obcnegoBaHUM CUOBINMHIOB
(6paTbeB M cecTep nNpobaHaa) MOryT ObiTb BbIIBIEHbI AETH
c AJTIK/, He uMellne KIMHUYECKMX NPOsABAEHUN. Takue
naumneHTbl HYXJaloTCa B HAGMOAEHWW; HAYUHATD UX leYeHne
Heo6Xx0AMMO NPU MNOSIBAEHUN NEPBbLIX CUMNTOMOB 60/1E3HMU.

®3T obecneynBaeT yCTOMYMBOE yNy4YlleHWEe COCTOAHMUSA
nauneHtoB ¢ BH3X: HopmanuayeT ypoBHM TpaHCaMuHas,
06bEM MEYEHN U CENE3EHKU, OOBEM KUpPa B NMEYEHHU, Ynyy-
WaeT NPOrHo3 B OTHOLWEHMM BbIXXMBAEMOCTH.

[Mpn OTCYTCTBUM NATOreHETUYECKOM Tepanumn NpoBOaNT-
csl cMMNTOMaTU4YecKas Tepanus, HanpasfieHHas B NepBYO
oyepeab Ha NpodUNaKTUKY LIMPPO3a NeYeHu.

Onsa KoppeKumn TMNMAHOro NPpoPUIsa U CHUXKEHUS pUCKa
pa3BUTUSA CepAeYHO-COCYAUCTbIX 3aboneBaHU BO3MOXK-
HO NMPUMEHEHWEe chneLManM3npoBaHHON AMETbl U CTATUHOB,
OAHaKO y AeTel MpUMEHEHNE NOCNEeAHNX OrPaHUYeHO.

Mpn HapyweHMM BcCacblBaHWUS W 3a[eprKKe pas3BuTUA
Heob6xoaMMa KOHCybTauumsa aneTonora ¢ nogbopom napeH-
TepanbHOro NUTaHus.

Mpn 60ne3Hn BonbmaHa 3PpPEKTUBHOIO anbTepHaTUB-
HOrO SIe4eHUs He cylecTByeT. B oTaenbHbIX caydasx umenu
NONOXKNUTENbHbIN 3QDEKT TpaHCMNaHTaLUNA KOCTHOrO Mo3ra
M neyeHn. OgHaKo, B CBA3M C MOJIMCUCTEMHON NMPUPOAOH
3a60/ieBaHUsA, BbICOKUM PUCKOM OC/IOXHEHUW, a TaKxe
npo6aemMon yCTOMYMBOrO MNPUKUBNEHUS TpaHCNaaHTaTa,
3TOT MNOAX04 UMEN OrPaHUYEHHbIN ycrex.

Mpu BbISBNEHMM 3a60/1€BaHMS B NepBble MEeCsLLbl 13-
HW, B OTCYTCTBUM TSIKENbIX XMBHEYrpOXKaloWMX OCIOXKHE-
HWUI, BO3MOXHO npoBeaeHne O3T.

Y 6onbWKUHCTBA NaUMeEHTOB C 60ne3Hblo BonbmaHa
nNpoBOAMTCH CUMMTOMaTUYecKas Tepanus, HanpasBfieHHas
Ha KOHKPEeTHbIE OCMOXKHEHUS U BKAOYalowWwas cneymannau-
POBaHHyIO AUETY, NapeHTepanbHoe NUTaHne, aHTUBUOTUKM,
rMIOKOKOPTMKOCTEPOUbI.

BEAEHMUE NALIMEHTOB C AJIKN

OKasaHune meauuMHcKon nomoun getam ¢ AJSTKJT ocy-
WeCcTBASETCH Ha OCHOBaHMM NOpPsiAKa OKa3aHUa MeauLMH-
cKkon nomouwm getam (Mpukas MuHUCTEpPCTBa 34paBooxpa-
HEeHWs U coumnanbHoro pa3sutua PO ot 16 anpensa 2012 .
N2 366H «06 yTBepxaeHUn MopsaaKka OKkalaHusa neanaTpu-
YEeCKOW NoMOLLM»).

1

Cebenunasa anbda — npenapart 3apernctpuposaH B EBpone, CLUA (B 2015), B Poccuun pernctpauus oxxmaaetcs B 2016 r. OgHako, ans

POCCUNCKUX MALMEHTOB Y)Ke AOCTYMHO NaToreHeTMyecKoe nevyeHne B paMKax KIMHWYECKUX UCCNefOoBaHUM M ryMaHWTapHbIX MPOrpamMm.
lpoBefeHHble nccneaoBaHnsa NoKasanu BbICOKY0 3bGdEKTUBHOCTb M 6€30MnacHOCTb NpUMeHeHUs cebenvnasbl anbda npu AJ1KI.



MNMauneHTbl ¢ 60/1e3HbI0 BonbmaHa, y4uTbiBas TAXKECTb
TeyeHns 3aboneBaHus, HYXKAAKTCA B KPYrIOCYyTOYHOM
Hab6OAEHMN B CMeLManM3npoBaHHbIX LleHTpax C yd4acTuem
MHOTrONPOPUbHbBIX CMELMANUCTOB; NPU YXYALWEHUU COCTO-
SHWS BO3MOXKEH NEepeBOA B peaHnMaLnoHHOe OTAeNeH e,

MauneHTbl ¢ BHIX HabnogaoTcs No MECTY XUTENbCTBA B
aMObynaTopHO-NMONMKIIMHUYECKNX YCIOBUSIX BpadyamMu negua-
Tpamu 1 raCTPO3HTEPOSIOraMu 0 AOCTUXKEHUS 18 neT.

BeeneHne 3T npoBoanTtca 1 pa3 B 2 Hel BHYTPUBEHHO
KanenbHO B YCI0BUSAX KPYINOCYTOYHOIO UK AHEBHOIO CTa-
LlMOHapa Noj KOHTPONEM KIMHMYECKOTrO U BUOXMMUYECKOTO
aHann30B KpoBuW. KoppeKuus Ao3bl npenaparta NpoBoAMTCS
NPU CHWXXEHUU WU yBENMYEHUM Macchl Tena pebeHka m3
pacyeta 1 Mr/Kr.

[0 OOCTUMKEHUS KIIMHUKO-NabopaToOpHON pemMucCUn Bce
nauuneHTbl ¢ BH3X fomHbl NpoXoAuTb KOHTPO/IbHOE 06Che-
JIOBaHWE C LeNbio OLEeHKM 3pdeKTUBHOCTM npoBeaeHma 3T
B KPYrIOCYTOYHOM WM AHEBHOM CTalMoHape 2 pa3a B rof.

MEAUKO-TEHETUMECKOE KOHCYJ/IbTUPOBAHME

U NPEHATAJIbHAA AUATHOCTUKA

CeMbsiM € 60/1bHbIMW AETbMW PEKOMEHOYETCH MEANKO-
rEHEeTUYECKOE KOHCY/NbTMPOBAHME C Le/bl0 pPa3bsiCHEHUS
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reHeTMYeCcKoro pucka. Kak v npu gpyrux ayToCoOMHo-peLec-
CUBHbIX 3ab6oneBanusx, npu AJIK/1 ana Kakgon 6epemeH-
HOCTW PUCK pOXKAEHUS pebeHKa cocTaBnseT 25%. B cembsix,
rae ectb 60/ibHOM pebeHOoK, CylecTByeT BO3MOXHOCTb
npoBeAeHUs NpeHaTanbHON U NpeuMnaaHTaUnoHHOM guar-
HOCTWKM.

MpeHaTanbHas AMarHOCTMKa MNPOBOAMTCS MOJEKYNsp-
HO-TEHETUYECKUMU MM BUOXMMUYECKUMU METOLAMM, MyTEM
nccneposanms [OHK, BblgeneHHon u3 6uontaTa BOPCHH
XopuoHa Ha 9-11-in Hepn 6GepeMEeHHOCTU WU/WaKM KINEeTOK
aMHMOTUYECKOM }UOKOCTH, NIOAHOM KPpoBU Ha 20—-22-i Hefd
6epeMeHHOCTH.

NMPOrHoO3

MporHos npu BH3X 3aBUcKT OT BO3pacTa MaHudecTaLmn
3a60n1eBaH1s U BbIPAXEHHOCTU KIIMHUYECKUX MPOSBNEHUN.
CBoeBpeMeHHas AMarHocTuKa M HasHavyeHue naToreHetTuye-
CKOW Tepanuun Ha paHHWX CTaauax 3aboneBaHus onpegenser
6/1aronpuUSATHbLIN NPOrHO3 U YAIyYLLAET Ka4eCTBO XU3HU aeTen
¢ BH3X, npepgoTBpawas passuTne LMpPpPoO3a NeYeHu.

Mpn 6one3Hn BonbmaHa 6e3 npoeaeHns O3T npo-
rHO3 He6NaronpuUaTHbIM (NeTanbHbIM UCXO4 Ha NePBOM roay
XU3HW).
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AAHHAA UHOOPMALIMS NPEAOCTABJIEHA B KAYECTBE UH®OPMALIMOHHOM
noaoAEPXXKU MEAUMUIMHCKUM PABOTHUKAM. MHEHUA, U3JIOKEHHBIE B
MATEPUAJE, OTPAXAIOT TOYKY 3PEHUA ABTOPOB U HE OBAA3ATEJ/IbHO COBIMAJAIOT
C TOYKOW 3PEHUSI KOMIMAHUU CBUKC BUODAPMA.



