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OTpaxeHbl aKTyaJbHble MPOOIEMbI JIM30COMHBIX 00JIe3Heil HAKOMJIEHHS, OTHOCSIIMXCS K rpynne peakux (opdanHbix) 3a00eBa-
Huid. IToBbleHHOE BHUMAHKE K 3TOM MATOJIOTMH 00YCJIOBJIEHO, MPEXKe BCEro, MOSIBUBIIMMHUCS BO3MOXKHOCTAMH NATOT€HETHYECKOM
Tepanuu C MOMOIIbI0 FeHHO-HHXKeHePHbIX ()ePMEeHTO3aMEeAIONIMX NMPEeNnapaToB il KOPPEKUMH META00JMYECKHX PACCTPOICTB.
ITomuepkHyTa BBICOKASI COBOKYNHAS YACTOTA ITHX 3a00/IeBAHMI, YTO CJIYKHUT OCHOBAHHEM /ISl TPEIJIOKEHUS N0 BKIIIOUEHUI0 UX
B KATeropuio 0oJie3Hei, Noajiexkamux MaCCOBOMY HEOHATAJILHOMY CKPHHMHTY. /IaHbl KpaTKHe XapakTePUCTHKH OTAEIbHBIX (hopMm
JIN30COMHBIX 00JIe3Heil HAKOIUIEHHS] — MYKONOJIMCAXapHI030B, MYKOJIUNNUI030B, C(YMHIOIMNNI030B, MPEACTABIEHbI CIOCOOBI MX
Jevyenusi. OOpaieHo 0co000e BHUMAHKHE HA HEOOXOAUMOCTD NPO(HUIAKTUKH JAHHOI MATOJOTHH C HCTIOJIb30BAHNEM COBPEMEHHBIX Me-
TOJOB MEAUKO-TEHETHYECKOTO KOHCYIBTHPOBAHMS, YTO JAET BO3MOKHOCTb YMEHbUINTh FeHeTHYECKHIi rPy3 /ISl 00LIECTBA M CEMbH.

Karouesvie cnosa: demu, au30comHble 601e3HU HAKONAEHUS, MYKONOAUCAXAPUOO3bl, MYKOAUNUOO3bL, COUHEONUNUOO3bL, 2EHHO-UHIICE-
HepHble npenapamol, epmeHmo3amewarouds mepanus, npoYUAGKmuKa.

The paper presents the topical problems of lysosomal storage disorders that belong to a group of rare (orphan) diseases. Increased
attention in this pathology is primarily due to the emerged possibilities of pathogenetic therapy with genetically engineered enzyme
replacement agents to correct metabolic disorders. Emphasis is placed on the high total rate of these diseases, which serves as the
basis for proposing their inclusion in a category of diseases to undergo mass neonatal screening. The paper briefly characterizes
individual forms of liposomal storage diseases, such as mucopolysaccharides, mucolipidoses, and sphingolipidoses, and presents
their treatment options. Particular attention is given to the need for preventing this pathology, by using up-to-date medical genetic
counseling methods, which lets us reduce a genetic load for society and a family.
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acje/CTBeHHbIe 00JIe3HU OOMEHAa BEILEeCTB — Hau-

0oJiee c0XHasi M O0UIMpHas TpyIa 3a00JeBaHUA,
ONIMOKM B MMAarHOCTUKE KOTOPBIX YacTO BCTPEYAIOTCS
B neavaTpuyeckoil npaktuke. HacnencrBeHHble 6oses-
HU oOMeHa HacuuTbiBaloT okosio 800 3aboseBanHuii [1].
Hx gactora, IO JaHHBIM MAacCOBOTO CKPWHHWHTA, OIle-
HuBaetcs kak 1:1000 xuBopoxneHHbIX [2]. Cpenu 3roit
TPYIIIBI 3a00JIeBaHUI B TIOCICIHUE TOMBI OCOOYI0 aKTy-
ATBHOCTh TIPUOOPETAIOT JIM30COMHBIC OOJIE3HW HAaKo-
TJICHUST, KOTOPBIE BKIIIOYAOT OKOJIO 60 HO30JIOTMYECKIX
(opm. IloBbllleHHEe BHUMaHUS K 3TOW MATOJOTUU OO-
VCIIOBJIGHO, TIPEXIE BCErO, TOSBUBIIUMUCS BO3MOXK-
HOCTSIMU ITATOTCHETUYCCKON TepaIliiy C TIOMOIIBIO TeH-
HO-WHXEHEPHBIX (hepMEHTO3aMENIAIONINX TIPerapaToB
IUTSI KOPPEKIIUHA METa0OJTMIECKUX PACCTPOMCTB.
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JIuzocomMHble 0O0JIE3HU HAKOIUIEHUSI  OTHOCSITCS
K peakuM (opdaHHbIM) 3a001eBaHUsIM. YacToTa OTAEb-
HbIX hopm Kogedsercst ot 1:40 000 no 1:1 000 000 u pexe;
cymmapHast yactora cocrapisier 1:7000—1:8000 HoBopo-
KIEHHBIX. B HEKOTOPBIX CTpaHaX IBITAIOTCSI IIPOBOIAMTH
MAacCCOBBIII CKpUHUHT Ha 3TU 3a00JieBaHus [3].

B Hacrosiiiee BpeMsT BBIIEISIIOT CIICTYIONTUE TPYITITHI
JIN30COMHBIX 0OJIe3HEl HAKOIUICHUS: 1) MyKoIoJmca-
Xapuao3bl; 2) aunuao3bl (chuHroaunuaosbl — GMI1-
1 GM2-raHrino3uao3sl, 60Je3Hb [o1ie, rajakrocuaimn-
o3, rpanyiemaro3 Mapbepa, reiikogucTpodu, 60JIe3Hb
Humanna—ITvka tunst A v B u 1p.); 3) MyKOJUIIUIO3bI,
4) ruKonpoTeuHo3bl (PykKo3uao3, cCUaIUI03, MAHHO3U-
1103, 00J1e3Hb HaKoIUIeHUs riaMKoreHa 11 Tnmma — 6oJie3Hb
IMomme, 6ose3Hb JlaHOH U /1p.); 5) HEMpOHAIbHbIE LIEPO-
WIHBIE JUTTOMYCIIMHO3BI; 6) npyrue 0OJIe3HW HaKoILIe-
Hus (6osie3Hb Humanna—Iluka tun C, 6one3Hb Bojib-
MaHa, 0O0JIe3Hb HAKOIUICHUS XOJIECTepUHA, ITUCTHHO3,
6osie3Hb Caja, MMKHOAM30CTO3 U JIp.).

KimmAandeckue MposIBICHUST JIM30COMHBIX OOJIe3Hei
HaKOTUICHUsI JOBOJIBHO BapuaOebHBI — OT TSTKEJIOMN
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Hosuros I1. B. J]uzocomHble 0601e3HN HAKOTUIEHUS — aKTyaJbHasd l'lpOGJICMa TneauaTpun U COBPEMEHHBIE BOSMOXHOCTH IMMATOT€HETUYECKOTO JICUEHUA

BOMSIHKM IUIONA W paHHel MaHudecTaluu [0 JETKuX,
MaJIOCUMIITOMHBIX (hOPM, KOTOpbIE BCTpEYAIOTCSl Jaxe
y B3pocibix. [laToreHeTnueckre mMexaHuU3Mbl 3a00JieBa-
HUN MMEIOT CXOACTBO M OOYCJIOBJIEHBI IJIaBHBIM 0Opa-
30M MyTalUMUSIMU CTPYKTYPHBIX FT€HOB, 00ECIIEUUBAIOLIUX
KOHTPOJIb BHYTPUJIM30COMATIbHOIO TUIPOJIM3a TaKUX
MeTabOJUTOB, KakK MNIMKO3aMUHOIJMKAHbI, TJIMKOIMPO-
TEeUHbI, TJMKOIUNUAbL. B pe3ynbrate mpoBeaeHHbIX MO-
JIEKYJISIPHO-TEHETUUECKUX MCCJIEAOBAHUI YCTAHOBJIEHO,
YTO B OCHOBE JIN30COMHbBIX 00JIE3HE HAKOTIEHUS JIeKaT
MyTallMM TE€HOB, MPUBOASLIME K HAPYLIEHWIO MPOLEC-
COB CHUHTe3a, KaTaboju3Ma M TPaHCIOPTa JM30COMHBIX
(epmeHTOB, 0€IKOB-aKTMBATOPOB WJIM TPAHCITOPTHBIX
0eJIKOB, KOHTPOJIUPYIOUIMX TPAHCTIOPT CyOCTPaTOB, MO/~
JiexXalux ruiposin3dy. bosbLIMHCTBO JIM30COMHBIX 00JIE3-
Heil HaKoIIeHUs1 — 3TO (hePMEHTOMNATUH.

MykonoJmcaxapuao3bl

Cpeau Bcex 0oJIe3HE HaAKOIUIEHMSs] B MeavaTpuye-
CKOHM MpakTUKe ¢ HauOOJIbILIIEH YacTOTON BCTPEYAIOTCs
MyKornoaurcaxapuaosbl. [1pu aToii natosoruu B pe3ysibra-
T€ HEIOCTaTOUHOCTU JIM30COMHBIX (DEPMEHTOB M3MEHSI-
€TCs1 KaTaboJIM3M OCHOBHOTO BEILIECTBA COEMHUTENbHOM
TKaHU — [JIMKO3aMUHOTIMKaHOB. [TpoucxoauT HaKorie-
HUE IMKO3aMUHOMIMKAHOB B JIM30COMaXx, YTO MPUBOAUT
K rpy0oii KJIETOYHOI MaToJIOrMv U BOBHUKHOBEHUIO Xa-
paKTepHOU KJIMHWYECKOW KapTWUHBI. B Haleit KIMHMKe
(n-p men. Hayk A.H. CemsiukuHa) HaOmonanucey dosee
150 GonbHBIX ¢ Mykoroaucaxapumo3damu [4]. B ta6ma. 1
MpeACTaBIEHbl THUIIBI MYKOIOJMCAXapUI030B, BbIIEISI-
eMble B HAcCTosiliee BpeMsl B COOTBETCTBUM C (hepMeHTa-
TUBHBIM J1e(PEeKTOM U MEPBUYHO HAKATUIMBAEMbIMU TJIU-
KO3aMMHOTJIMKaHAMU.

JI71s1 mpaKTUYecKuX 1eseil Bce TUIbl MyKoIoaucaxa-
pUI030B ynobHee AEJUTb Ha JIBe TPYIIbl — TypJeprio-
NIOOHBI ¥ MOPKMOTIONOOHBIN eHoTunsl. [locaennuit
BKJIIOYAET CUHApOMbI MopKHo A u B, a ocTasibHbIe TUTTbI
BXOJISIT B IypJ1eprogo0HbIii (heHOTHUII.

BHelliHMe TpU3HAKU PA3JIMYHBIX TUIIOB MYKOIOJIU-

caxapuao30B JOBOJbHO creuuduyHbl. 3abosieBaHus
XapaKTepU3YIOTCsl 3aJepKKOil pocTta, NHUCHPONOPLUO-
HaJIbHOM CTpOE€HUEM cKejieTa (KOpPOTKHE TYJIOBMIIIE
W 11IesT, JTMHHBIE KOHEYHOCTH), TPYOBIMM YepTaMH JIULIA,
KOCTHBIMU JAecdopMalysiMu (TPyAWHBI, Yepera, Mo3BO-
HOYHMKA, KOHEYHOCTEH), TYTOMOABMKHOCTBIO KPYITHBIX
U MeJIKUX cycTaBoB. Kak mpaBujio, oTMevaroTcsl peiakue
3yObl, TUCTPOMUs 3yOHOI dMalli, MHOXECTBEHHBIN Ka-
puec, MakporjiocCHsl, TMIEPTEJOpU3M [Jla3, 3amaBliee
MepeHoChe, HU3KOPACIIONIOXEHHbIE YIIHbIE PAaKOBUHBI,
rernarocruieHOMErausi, axoBO-MOIIOHOYHbBIC U MYIT0Y-
HbIe TPBIKU, TUMNEPTPOGUsS TUMPOUIHOTO TIOTOYHOTO
kosblia. TunuuHa natosorust co ctopoHbl HHC (cHu-
JKEHUE MHTeJIJIeKTa, 4acTo JOBOJbHO Ipydoe), opraHa
3peHUs (MMIOMYTHEHUE POTOBUIIBI, TJIayKoMa), CepAaeuHO-
COCYAMCTOI CHUCTEMbI (Yalle HEeIOCTATOYHOCTh Kjamna-
HOB cepJilia) u ciiyxa (Tyroyxocts). BaxkHO MoaguepkHyTb,
YTO MPU3HAKU 3a00JIeBaHUSI OOBIYHO OTCYTCTBYIOT B IE-
puoie HOBOPOXIEHHOCTUM WM B Hauajle IMepBOro rojaa
KU3HU. OHM MPOSIBIISIIOTCST CTEPTHIMU CUMITTOMAMHU W3-
MEHEHHUsI BHEUTHUX YepT JIMLA U MTOCTEIIEHHO Mporpec-
cupytoT. OrpyGsieHue YepT JiMila CTAHOBUTCSI 3aMETHBIM
TOJIbKO BHUMATEJIbHOMY Bpady U IPU CTPOTOM HalOJIIo/Ie-
HUMU 3a pa3BUTUEM peOeHKa [4].

IlepBble cBemeHUsT O MYKOMOJMCAXapua03ax MOSIBU-
quchk B 19171, korma C. Hunter omucan y aByx OpaTheB
8 1 10 1eT u3MeHeHUsI OTIOPHO-/IBUTATEIbHOTO arrapara,
renaTrocruieHo- U KapAUOMETaiMio, a Takxke HeOOJbLIoe
cHwxkeHue uHtesekra. JBa roma criyctst G. Gurler Ha-
OJsroana UACHTUYHYIO, HO 0oJiee TSIKEIYI0 KIMHUYECKYIO
KapTUHY 3a00JieBaHUS Y IBYX MAJIbYMKOB, HE COCTOSIBILIMX
B KPOBHOM pOJICTBe. BriocieacTBuu, BHEUIHEE CXOICTBO
00JIbHBIX C (hurypamu, ykpaiasiuimmMu Cobop napuKcKoi
OGoromatepu, MOCIYKWJIO OCHOBAHUEM JUIsl 00 beIMHEHUSI
NAHHOM TpynIbl 3a00JeBaHUI O] HA3BaHWEM Taprou-
yu3M. B 1952 . G. Brante BbIIenns M3 nedyeHu OOJIbHBIX
dpakimio, conepKaBIlIyIO TeKCO3aMUH U YPOHOBYIO KHUC-
Joty. UMeHHO ¢ 3Toro roja, 6jarogapsi JaHHbBIM HCCie-

Tabauya 1. Tvanbl MyKonomcaXapui030B M HAKAILTMBAEMBIX LIMKO3AMUHOLTMKAHOB [5 1 1p. ]

Ho3sonornueckas popma Jeduuut dpepmeHTa YacTtora Tun TAT
MIIC I a-L-unyponunasza 1: 35700 JC, TC
MIIC II WnypoHar-2-cynbdaraza 1: 93 000—200 000 AC, I'C
MIIC IITA Ienmapan- N - cynbdarasa 1:53 000—370 000 Ic
MIIC I11B 0-N-aueTuiroko3aMUuH1Ia3a rc
MIIC IIIC Auetnin- KoA:0-riioko3aMuHUI-aleTUITpaHchepasa Ic
MIIC IIID N-aleTUIrII0K03aMIH 6-CyJibdaTtasa Irc
MIIC IVA N-aneTuiarazakro3aMuH -6-cyabdaTcyibdaTtasza 1: 76 000—1 420 000 X6C, KC
MIIC IVB B-ramakrosumasza KC
MIIC VI N-areTmirajakTo3aMuH-4-cyabgarasza 1: 207 000—2 000 000 X4C, J1C
MIIC VII B-D-raokopoHumasa 1: 345 000—2 100 000 X4, 6C, AC, I'C

IIpumeuanue. TAT — rmukoszamuHornukanbl; J1C — nepmatancyibdar; ['C — renapancynbdar; X6C — XoHApUOTUH-6-cyibdaT; X4C — XOH-
npuoTnH-4-cynbdat; KC — keparaHcyiabdar. 3aech u B tad1. 2 u 3: MITC — Mykomnoucaxapuaos.
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TOBaHUSIM, B JIUTEPAType MOSIBUIIOCH HOBOE COBPEMEHHOE
Ha3BaHMeE ITaTOJIOTUY — MYKOTIOIMCcaxapumo3sl. JlapHeli-
I aHaJM3 TT0Ka3aJl, YTO BBIICICHHBIC BEIICCTBA SIBJISI-
JIUCh TIIMKO3aMWHOTTIMKAHAMU, 3aTeM OBbLT WICHTH(U-
IIMPOBaH WX KOJMYCCTBEHHBIN U (DPAaKITMOHHBIN COCTaB
1 OTTpeIeIeHbI TTOKA3aTe M TTIOYeTHOI SKCKPEITUH.

MyKoIToIMcaxapumo3bl BXOAST B TPYIITY peakux (op-
¢anHbIX) 3a00seBaHUil. B cooTBETCTBUU C MPUHSTHIM
B Hamreii crpaHe ®emepalbHBIM 3aKOHOM OT 21 HOSIOpsI
2011 . Ne323 «O06 ocHOBax OXpaHbI 3I0POBbsI TpaxkiaH
B Poccuiickoit denepanmu» K KaTeropuu peakux 3a60-
JIEBAHWI OTHOCSITCSI OOJIE3HM C ITOKa3aTeJeM YaCTOTHI
Bcrpeuyaemoctu 10 Ha 100 000 Hacenenust u pexe. Ilo-
KazaTeJqu PacIpOCTPAaHEHHOCTH B IOMYJISIINA MYKOIIO-
JINCaXapua030B M APYruX (POPM JTM30COMHBIX OOJIC3HEU
HaKOTUICHUS TIPUBEICHBI B Ta0II. 2.

JuarHoctuka 3a0osieBaHUil Oa3upyeTcsl Ha JaHHBIX
KJIMHUYECKOTO O0C/IeN0BaHUS, OMOXUMUUYECKUX UCCIIe-
TOBAaHUI U OTIpPENEeICHNs] CTETICHN CHIDKCHUST aKTUBHO-
CTH COOTBETCTBYIOIINX (DEPMEHTOB, a TAKXKE Pe3yJIbTaTax
MOJICKYJISIPHO-TEHETUIECKOTO ~ aHaJI3a U BBISBICHUS
MyTaruit TeHoB. O0JIeT9aeT TUarHOCTUKY BO3MOXHOCTh
TTOJTHOW MICHTU(MUKIIMKA BCEX THIIOB MYKOITOJIMCAXaph-
II030B Ha ocHoBaHuM mpoBeaeHus: JIHK-auarHoctrku
Y TIOJTHOTCHOMHOTO CEKBEHUPOBAHUSI.

Hawnbosnee 9acTbIMU MyTaIlUSIMU TP MYKOTTOJTACAXa-
punose tuna Iy esponeiiues cuuraiorcs Q70X nu W402X,
B TO BpeMsl Kak MyTauusi R89Q HabGionaeTcs mpeumy-
IIIECTBEHHO Y SITTOHIIEB. B poccuiicKoii Mommyssiuy pac-
npoctpaHeHHOCTh ayteneit W402X u Q70X cocrasisier
4 n44%, grto HanboJiee OMM3KO K IOKA3aTeIsIM Cpeau
HaceJIeHWs] CKaHIWHABCKUX cTpaH (17 m 62% cooTBeTCT-
BEHHO) U 3HAYUTEJbHO OTIMYACTCS OT TAKOBBIX Y aHTJIO-
CAKCOHCKUX XXUTEJEH.

MNEPEQOBAS

B namreit ctpane 50% nHocuteneit awtens Q70X mpo-
xuBatoT B LlenTpansHO-EBponeiickoMm pernone Poccun
(MockoBckasi, Bmamumupckass u Tynbckast ob6iacTu).
Hapsimy c3TuM ycTaHOBIIEHO, YTO Y OOJBHBIX IPYTHX
atHuYeckux rpynn obiBiiero CCCP (tatapbl, rpy3uHbl,
apMsiHe, Y30eKM, TYpPKMEHBI) pa3BUTHE 3a00JIeBaHUS
HU B OIHOM CJlyyae He ObLIO0 OOYCJOBJIEHO MYTallMsI-
mu W402X 1 Q70X. CpaBHUTE/bHBIN aHAIU3 MoOKa3all,
YTO TOMO3WTOTHOCTh WJIW CMEIIaHHAsT TOMO3WTOTHOCTD
0 YKa3aHHBIM MyTalMsIM BJIeUYeT 3a coboit hopmMupoBa-
HHE TSDKEJION KIMHUIECKOW CHMMITOMATMKWA CHHIpOMa
Iypaep, B To Bpemst kak myTtaiust R§9Q MoxeT ObITh Mpu-
YyuHOM Oosiee Jierkoro TedyeHus: 6osie3Hu [7]. TpynHoCTb
JTUATHOCTUKHA MYKOIIOJMCAXapruaI030B COCTOUT B TOM,
yTto 3H3uMO- U JIHK-auarHoctrka B Halleil crpaHe rpo-
BOISTCS TOJIBKO B KPYITHBIX (hemepalbHbIX IIeHTpax. He-
penko BepudWKALWS TATOJIOTUH SIBJISIETCST TOPOTOCTOSI-
e ¥ MaJIOMOCTYITHOI MHOTUM ITaIIMCHTAM.

MoeKyIIpHO-TeHeTUIeCKOe TOATBEPXKICHUE -
arHo3a KpaifHe BaXKHO IUISI BBIOOpAa TAaKTMKW TEparviu
KaXIoro THITAa MYKOITOJIMCcaxapumo3a. B HacTosiee
BpEMST TOJIBKO JUIS TPEX THUIIOB MYKOITOJIMCAXapUI030B
(I, IT u VI) pazpaboTtaHbl reHHO-UHXEHEPHbIE JIEKAPCT-
BEHHBIC TIperapaThl, KOTOPHIC YCITCITHO TPUMEHSIIOTCS
BO MHOTMX CTpaHax MUpa, B ToM uucie B Poccuu. B Tab1.
3 yKazaHBbI JICKapCTBEHHBIE TIpeTapaThl, UMEIOIINE PeTr-
CTpallii0 Ha MPUMEHEHMe Ha TeppuTopuu Poccuiickoit
®enepanu.  Paspabotka u BHeapeHne 3(dOEKTUBHBIX
crnoco6oB (pepMeHTO3aMeNIaoNIed Tepanuu Jajld OCHO-
BaHWE JUIS TIPOBENECHUSI PACIIMPEHHOTO HEOHATAIBHOTO
CKPUHUHTA Ha psii PopM MyKoTorcaxapuao3os [3].

MyKoamMnua03bt

Cpen MYKOJMIIMIO30B Hambojee M3BECTEH MYKO-
yununo3 Il tuna, wnu [-xierouHast 60Je3Hb, KOTOpast

Tabauya 2. PacnpocTpanenHOCTDb peIKuX (0p(haHHbIX) TM30COMHBIX Go/1e3neii Hakomienus (Eurordis, 2012) [6]

Ho3sonoruueckas hopma

[Toxazarenu pactipocTpaHEHHOCTH
(oueHOouUHbIe faHHbIe Ha 100 000 HaceneHusT)

MIIC, Tum |

MIIC, Tum 1T

MIIC, Tum 111

MIIC, tun IV

MIIC, tun VI

MIIC, tun VII

bonesnp Humanna—ITuka tun A
bonesnr Humanna—ITuka tun B
bonesnr Humanna—ITuka tun C
Bonesunr ®abpu

bonesns [ome |

Bbonesns lomre [

bonesns [owre [

bonesnp [Momme

1,3

0,6

1,1

0,4
0,16

<4() onyOGJIMKOBaHHBIX CITyJaeB

0,25
0,4
0,85
1,75
0,94
0,01
0,05
1,1
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Hosuros I1. B. J]uzocomHble 0601e3HN HAKOTUIEHUS — aKTyaJbHasd l'lpO6J'[€Ma neaaTpun U COBPEMEHHBIE BO3SMOXHOCTU IMATOTCHETUYECKOTO JICYCHUS

HacJIeoyeTcsl 10 ayTOCOMHO-PEIleCCUBHOMY THITY. [eH
mykonunuao3a II (GNPTA) kapTupoBaH Ha JUIMHHOM
mjaedye xpomocoMbl 4, Biokyce q 21—q23—4q21—q23
[1]. MaTonorusi obyciaoBIeHa HENOCTATOYHOCThIO JTU30-
coMHoro ¢epmenTta N-aleTUIrII0Ko3aMUH-1-dochdo-
TpaHchepasbl, TPUHUMAIOIIETO yIacTHE B IPOIECCUHTE
U TpaHCTIOpTe (EPMEHTOB B JIM30COMBI. [-KJleTOUHast
00J1e3Hb MOJyYMJia CBOE Ha3BaHUE OT ClOBa inclusion —
BKJIIOYEHUE, KOHCTAaTUpYIollee 0OHapyXeHHe y O0JIBbHbBIX
B JiMMdoruTax, ¢GpudpodIacTtax, rermaTolunTax W IPyTuX
KJIETKaX HEOOBIYHBIX IIUTOIIA3MATUICCKIX BKITIOUCHMIA,
COCTOSIIIIMX M3 ()ParMeHTOB COCAMHEHUI TITMKO3aMUHO-
ITPOTEOTIMKAHOBOM MJTW TJIMKOJTUITAIHOM TTPUPOIIEI.
3abosneBaHue MaHudecTupyeT c poxaeHus. K-
HMYECKasi CUMIITOMaTHKa BO MHOTOM CXOfHa ¢ | Turmmom
MyKoToiMcaxapuaoza — cuHiapomom Iypiep. bosibHbie
PE3KO OTCTAIOT B POCTE, UMEIOT BBIPaKEHHBIC N3MEHEHUS
CKeJieTa: KOPOTKasl IIiesT U TpyaHast KJIeTKa, BPOXKICHHBII

BBIBUX Ta300€IpEHHbIX CYCTAaBOB, KOHTPAKTYypbl CyCTa-
BOB, MbIIlIEYHAsI TUTIOTOHMUSI, TPbIXKU, MEPETOMbI KOCTEN,
SKBUHOBapycHas nedopmaiius ctorn. ObpaiiatoT Ha cedst
BHUMaHUe KpaHuodalMajibHble aHOMAJIUU: TPyObIe Yyep-
Thl JIMLA, MEJIKHAE TIa3HUIIbI, YMEPEHHbBII 3K30(TaIbM,
OTeKIlINe BEeKM, rumepruiasusi aeceH. lemarocrnieHome-
rajiusi U MOMyTHEHUE POTOBUILIbI OOBIYHO OTCYTCTBYIOT.
YMcTBeHHAas1 OTCTaNOCTh, KaK MPaBUJIo, TsKesasl.

[TopaxxeHue cepaua perucTpupyercst y 60JbIIMHCTBA
0O0JIbHBIX. ¥ HOBOPOXJIEHHbIX NIEPBbIE MPU3HAKU 3200J1€-
BaHUA MOTYT IPOSBJIATHCS KapAMOMETAIUEN C 3aCTOMHOM
CepIEeYHON HENOCTaTOYHOCTbIO. MMerTcs coollueHus
0 pa3BUTUU OOCTPYKTMBHOW (CENTajJbHOM) TUIEpPTPO-
¢uyeckoil KapaMoMMONaTUM, MPUBOJSIIEH K BHE3al-
HOIi cMepTH pebeHKa. Y neteit 6osiee cTapiiero Bo3pacra
dopmupyeTcsl mopakeHue aopTaTbHOTO U MUTPAIbHOTO
KJIalTaHOoB.

bosie3Hn CBOMCTBEHHO MPOrPEAUEHTHOE TEUYEHUE.

Tabauya 3. ®epmenTo3amMemarmAs ¥ SH3UMPeTYIUPYIOMAs TEPATHS HACIEICTBEHHbIX TM30COMHbIX 00/1e3Heil HAKOILICHNS

Ho3zomnornueckas dopma  lecpurutHerit hepmeHt / JlexapcTBeHHBIN TIpenapaT Jo3upoBKa
6es10K
TOProBoe Ha3BaHUE MHH
Myxkononucaxapuaossl (MIIC)
MIIC, tum I a-WnypoHunasa AnbIaypazum Jlaponumasa 100 EJl/kt, B/B, eXXeHeAeIbHO
(cunapowm Iyprep)
MIIC, tum 11 Hnyponar-cyibdarasa Dnanpasa Wnypcynbdaza 0,5 Mr/KT, B/B, €XX€HEIETbHO
(cuHapoM XaHTepa)
MIIC, i VI (cuH- Apuncynbdaraza B Harnazum Tancynbdaza 1 MT/KT, B/B, €XXEHEIETHLHO
npoM Maporto—Jlamu)
MIIC, Tun IV Tanakro3o-6-docda- ITpoBoasTCS KIMHUYECKME UCTIBITAHUS
(cuHapoM MopKuo) Tasa
MIIC, Tun VII B-ImrokopoHMIasa To xe
(60mne3nb Crnas)
ChUHTOIUIUI03bI
bonesns Tome i [ B-Imrokonepedpo3nmasa Llepesum HMmurmonepasa 30 E[/xT, B/B, 1 pa3 B 2 Hen
BITPUB Benormonepasa- 60 EJl/xt, B/B, 1 pa3 B 2 Hex
(VPRIV) anbda
3aBecka Murnycrar [Ipu nerkux u cpeaHeTIKEIbIX
¢hopMax: B3pocCbie U AETU
crapiie 12 met — 200 mr 3 paza
B JIeHb; AeTu 10 12 et — no-
3UpyeTCs Ha TOBEPXHOCThH TeJla
pebeHKa (1o MHCTPYKIIMH )
Bonesnr ®abpu o-Tanakro3unasa Pernaran Arancunaza-anbda 0,2 mMr/kT, B/B, 1 pa3 B 2 Hex
dabpazum Arancuna3a-6era 1 mMr/kT, B/B, 1 pa3 B 2 Hen
bonesnp Humanna— JInzocomanbHbIN 3aBecka Murnycrar B3pocabie u getu crapiie 12
[Muka, Tun C TPAHCTIIOPTHbIN OEJTOK jier — 200 mr 3 pa3a B IeHb;
ety 10 12 neT — no3upyercst
Ha MTOBEPXHOCTH TeJla peOeHKa
(110 UHCTPYKIIMU)
[IMKOTeHO3BI U TIIMKOTTPOTEUHO3bI
bonesns [Momme a-I1roko3uaaza Maiiozaiim AJTII0KO311a3a 20 Mr/KT, B/B, 1 pa3 B 2 Hen
(60J1e3Hb HAKOTLICHUS (Kucnast MajabTasa) anbda

ravkoreHa, tv I1)

Ilpumevanue. MHH — MeXIyHapoaHOe HeMaTeHTOBAaHHOE Ha3BaHUE; B/B — BHYTPHUBEHHO.
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OOBIYHO IeTH TIOTUOAIOT B HaYaJIe TIEPBOTO ECSATUIICTHUS
>KM3HU OT 3a00J1eBaHNI1 OPOHXOJIETOYHOM CUCTEMBI.

[AuarHoctuka u auddepeHimaibHas IUarHOCTU-
Ka 0a3upyroTcss Ha OOHApy>KEHUU B CHIBOPOTKE KPOBM,
MOYe W IIepeOPOCTIMHATBHOM KMIKOCTH OOJTBHBIX pe3-
KOTO TIOBBIIIICHUST (B COTHM pPa3 IO CPaBHEHUIO C HOP-
MOI1) YpOBHS psifa JIM30COMHBIX THIPOIa3 (B YaCTHOCTH,
B-N-ameTriIreKco3aMUHUIA3bl U apuiicyibdaraspl  A).
[To peHTreHOJTIOTUIECKUM TAaHHBIM BBISBIISTIOT TTPU3HA-
KU MHOXECTBEHHOTO JM30CT03a, a IIPU MarHUTHO-PE30-
HaHcHol Tomorpacduu (MPT) rojoBHoro mosra auar-
HOCTHPYIOT JICHKOMAJISIIINIO, aTpodUI0 JTOOHBIX TOJICH,
BEHTPUKYJIOMETaTNI0. DXoKaparorpadusi peTucTpupyeT
CUMMETPUYHYIO TUTIEPTPOMUIO JICBOTO KETYIOUKa.

ChuHroIMnua03bl

B m3ydeHnn psima  CUHTOTUITUAO30B  JTOCTUTHYT
0OJIBLION ycreX, CBS3aHHBIN C pa3pabOTKON U BHeIpe-
HMEM B TIPAKTUKY METOIOB JiedueHUsI 6ojie3Hu [orne tut |
(TeHHO-WHXXEHEpHBIE — TIperaparhl  IUTS MTapeHTepalb-
Horo BBemeHusi — lepe3um, BITPUB), 6Gonesnu da-
Oopu (perutaran, ¢gubpasum), 6osesun Humanna—Iluka
tun C (muraycrar), 6ose3nu [Momme (Maitozaiim). Jleue-
HME TTPOBOAMTCS TTOXHW3HEHHO. [IpemapaTsl U X CYyTOU-
Hbl€ TO3UPOBKH YKa3aHbl B Ta0JI. 3.

Cpenu chUHTOIMMNUI030B 0CO00E MECTO 3aHUMAET
6one3nb HumanHa—Iluka tun C, njs jieyeHUs Ko-
TOpO¥ pa3paboTaHa 3SH3UMPEOYLUMPYIONIas Teparus
C UCIIOJIb30BAaHUEM MMUIJIycTata. MeTon OGaszmpyercs
Ha CIIOCOOHOCTM MUTJIyCTaTa TONABJISITH AKTUBHOCTH
SH3MMOB TIEPBOTO 3Talla CHHTE3a MPOMEXYTOTHBIX
TOKCUYHBIX TIPOIYKTOB, YTO MPUBOAUT K ITOJIOXKUTEIIb-
HBIM CIBUTaM, TJIaBHbIM oOpa3oM co ctopoHbl LTHC.
Yriy6sieHHble MCCaeA0BaHUsl YKa3aHHOTO MeTona Jie-
YEHWUST TTPOIOIKAIOTCS.

Jleuenne 1M30COMHBIX 00J1€3HEl HAKOIIEHUS

o HeTaBHETO BPEeMEHU JIEYCHUE OOJIBHBIX C JIM30-
COMHBIMM OOJIE3HSIMU HAKOTUICHUSI HOCWJIO CHUMIITO-
MaTU4YecKuil xapakrep. B Hacrosiiiee Bpemsi cutyaiusi
KOPEHHBIM 00pa30M M3MEHUIIACh: YBEJTUIUBACTCS] YUCIIO
pa3pabOTaHHBIX U BHEIPEHHBIX B IIPAKTUKY Pa3TUIHBIX
ITOIXOMIOB K TepaIriy 3TUX 3abosieBaHMil. MOXHO BBIZIeC-
JIUTh CJICAYIONINE BUABI TeParieBTHMUCCKON KOPPEKIIUN
OCHOBHBIX META00JIMUYECKUX PACCTPOMCTB y NeTelt ¢ JIu-
30COMHBIMM 0OJIE3HSIMM HAaKOIUICHUs: (DepMeHTO3aMe-
CTUTEJIbHAS TepaIvs; Teparus ¢ OrpaHUICHUEM CUHTE3a
cyoctpaToB (hepMeHTpenyLupyloiasi teparnusi); dap-
MaKOJIOTMUECKasl IIarepOHOTEPaITysl; TPaHCIUTAHTAIINS
reMOIMO3TUYECKUX CTBOJIOBBIX KJ1eTOK [8]. PazpabaTbiBa-
I0TCS TIOAXObI K TeHHOM Teparnuu [9].

Bemyiiee Mecto BJleYeHMM 3aHUMaeT (hepMEHTO-
3aMecTuTeNbHas Tepanusi. KoaudecTBO co3maBaeMbIX
C TIOMOIIIbI0O METOIOB TeHHOW WHXXEHEPHWU JIeKApPCTBEH-
HBIX TIperapaToB CTPEMUTEbHO Bo3pactaeT. OCHOBHBIC
TpernapaTsl, 3apeTUCTPUPOBAHHBIC  UISI IPUMEHEHUS
B Poccuu, npencrasnenst B Tab. 3. [Ton Biusinuem dep-
MEHTO3aMECTUTEJIEHON Tepariy OTMedaeTcs yIydleHue

NEPELOBAS

(yHKIIMI OOJNBITMHCTBA OPraHOB WU CUCTEM, Mopdo-
byHKIIMOHATEHBIE 1 aHATOMUYECKUEC M3MEHEHUST KOTO-
pPbIX CJIy>kaT OCHOBHOI MpUYMHOI 3a0oJieBaHUST U Jie-
TaJIbHBIX MCXOMOB. Psim mpemapaToB HAXOAWTCS B CTaIUU
KIMHUYECKUX WCITBITAHWH, OXUIACTCS WX MTOCTYIICHUE
Ha PBIHOK B OJTVDKAWIMe TOMBI (ISl JICUCHUST MYKOTIO-
nucaxapuno3oB IV u VII tunos, 6one3nu [laHoH, psiaa
C(UHTOJIUTIUI030B U Ip.).

OCHOBHOIl HEIOCTAaTOK BBIMTyCKAEMBIX IpETapaToB
3aKJII0YaeTCs B TOM, YTO OHM HE ITPOXOIAT Yyepe3 reMa-
TosHuedannyeckuii 6apbep. [ToaTomy pazpadaTbeiBaloT-
csl CTIOCOOBI TIPOHUKHOBEHUSI Yepe3 reMaTosHIedanu-
YeCKUil Gapbep: XUMUUIECKOE IMPUCOETMHEHNE OCTATKOB
MaHHO3bI K JICKapCTBEHHOMY BEIIIECTBY, UTO MTO3BOJISICT
MPEOI0JIETh MaHHO30COIePXaIe PEIeNTOPhl TeMa-
TOBHIIe(haTUIECKOTO Oapbepa; UYpecKpaHUaIbHOE BBE-
neHne (GepMeHTOB (ITOAKOXHAsT YCTaHOBKAa SH3MMHA-
KOTMUTEJbHBIX MOMIT U Ip.). DTU MOJXOAbl OKa3aluCh
YCITEITHBIMU B 9KCTICPUMEHTAIBHBIX YCIOBUSIX U B psie
HECKOJIBKMX KIMHWYECKUX WCIBITAHUN (TpaHCKpaHU-
aJTbHOC BBEICHUE SH3MMOB Y OOJIBHBIX C MYKOTIOJICAXa-
puno3amu) [8].

Teparust ¢ orpaHWYCHUEM CHHTE3a CyOCTpaToB,
WM epMEHTPEAYIIMPYIONas Teparusl TIPU psiie JIN30-
COMHBIX 0OJIe3HEll HAKOIUICHWSI MMEeT IIeJIbI0 OTpaHMU-
YUTh CUHTE3 UCXOIHBIX METa0OIUTOB (KOTOPBIE CITyXKat
HWCTOYHUKOM TOKCUYIHBIX COCAMHEHUI) TTyTeM ITOolaBIe-
HUS PepMEHTOB, YUACTBYIOIIUX B MX crHTe3e. CHIDKCHUE
CHHTE3a TTPOMEXKYTOUHBIX TOKCUYHBIX METAa0OJUTOB JaeT
OIaronpusITHBINA KJIMHUYECKUI 2¢deKT, u ucnosb3ona-
HHe pa3pabOTaHHBIX JICKAPCTBEHHBIX CPEICTB OKA3aI0Ch
YCTICIITHBIM TIPY JICYCHUN OOJIbHBIX ¢ OoJie3Hblo HumaH-
Ha—Iluka, Tun C (Kak OCHOBHOE CPEACTBO) U JErKUX
U cpeaHeTsKeNbix opm OosiesHu loire (Kak 10MOTHM-
TeJbHOE CpeAcTBO). Mcronb3yemble npenapaTthbl yKa3aHbl
B Tabs. 3. OHU 3aperucTpupoBaHbl Ha Tepputopuu Poc-
cuiickoit Denepaliny M YCTICIITHO TPUMEHSTIOTCST B TICTU -
aTPUUICCKON MPaKTHKE.

®apmakosornyeckasl IIarepoHOTepaIist HaXOIUTCS
Ha CTaIy HAKOTUICHUsI KJIMHWYECKoro marepwaina. Ee
MpUMEHEHNe 0a3upyeTcsl Ha CBOWMCTBE OTIEIBHBIX COE-
MWHEHWH (B TOM YHCJIe MaJIBIX MOJIEKYJI) OKa3bIBaTh CTa-
OwIM3MpyoIee NEWCTBAE Ha OCTAaTOYHYIO aKTHUBHOCTH
depmeHTOB, AeUIIUT KOTOPBIX, KaK MPaBUIO, O0YCI0B-
JIEH MYTallMsIMA T€HOB. DTO KJIAacC BEIIECTB C MOJIEKY-
JIIPHOM MAacCCO# OT HECKOJIBKUX COTEH 10 HECKOJIBKUX
TBICSIY TATBTOH. MaJible MOJIEKYJIBI OOBIYHO CUHTE3UPY-
JOT XUMUKHW-OPTaHUKY WJTU WX U3BJICKAIOT U3 TIPUPOITHBIX
cMeceil. B Tex cuTyanmsix, Korma akTUBHOCTh (hepMeHTa
TTOJTHOCTBIO HE yTpavyeHa, MCTOIb30BaHUE MaJIbIX MOJIe-
KyJ1 (1IaIIepOHOB) J1a€T BO3MOXKHOCTh YCUJIMTh (DYHKIIUIO
MYTaHTHOTO OeJiKa, TOIIePXUBaTh aKTMBHOCTH Nehu-
LIMTHOTO (pepMeHTa Ha HU3KOM, HO BITOJTHE JTOCTATOUHOM
YPOBHE, YTOOBI METa0OIU3NPOBATh TOKCUYHBIC TMTPOMYK-
THI. B 3KCTIepUMEHTaIbHBIX YCJIOBUSIX ITOKA3aHO, UTO Ta-
KUMHU CBOMCTBaMU o0O0JagaeT TajakTo3a (B OOJbIINX
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Hosuros I1. B. J]uzocomHble 0601e3HN HAKOTUIEHUS — aKTyaJbHasd l'lpOGJICMa TneauaTpun U COBPEMEHHBIE BOSMOXHOCTH IMMATOT€HETUYECKOTO JICUEHUA

1103ax), psill JIEKAPCTBEHHbIX COEAMHEHUI (BUTAMMHBI,
HeMenTUAHbIE TOPMOHBI, KODAKTOPHI U 1. ).

TpaHcrulaHTalUMsl TeMOMOATUYECKUX  CTBOJIOBBIX
KJIETOK TaKXe MOXET AaBaTb MOJOXUTEIbHbIN 2 deKT
B JIEYEHUU DPsiJia TIM30COMHbBIX 00JIe3HEN HAKOTIICHMUSI.
OnHaKo HEOOXOAUMbBIM YCJIOBUEM YCIETHOCTU TaHHO-
ro BUJA JIUCHUSI SIBJISIETCS paHHSsISl AMarHOoCTUKa 3a00-
JieBaHUs (MPUMEPHO 10 ABYXJIETHEro Bo3pacTa), Moka
He pa3BUJIUCh Ipyoble Mopdosiornuyeckue U3MEHEHMUsI
rOJIOBHOTO MO3ra. B aTux cutyauusix BaxHeiiliee 3Ha-
YyeHue npuodperaeT paHHss AMarHOCTUKA (C UCTIOJb-
3oBaHreM MPT rojgoBHOro Mo3ra u ap.) CTPYKTYPHBIX
OTKJIOHEHUU ©0es0ro U ceporo BEUIECTB T'OJOBHOIO
MO3ra U1 BBIOOp COOTBETCTByMolero noHopa. [lomo0-
Hasl TaKTUKa JIEYEHUS [aeT MOJIOKUTENbHbI 2 deKT
npu Mmykonosucaxapugosze tuna I, 6onesnu Kpaboe,
MeTaxpoMaTuueckoit Jeiikoauctpodbuu, 6osesnn Hu-
maHHa—IIuka, Tun B u ap. OcHoBHas 3amaya Bpaua
MpU 3TUX 3a00JeBaHUAX — DPaHHsS (0 ABYXJIETHETO
BO3pacTa) AMArHOCTUKa (C UCMOJIb30BAHUEM DH3UMO-
u JHK-auarHocTukM) A0 pa3zBUTHUS TSIKETbIX U3MEHE-
HUI CO CTOPOHBI BELIECTBA MO3Ta.
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IIpodunakruka

HecmoTpst Ha HECOMHEHHBIE YCIIEXU, JOCTUTHYTHIE
3a TTOCJIEIHUE TOAbl BJIEYEHUM JIM30COMHBIX OOJIe3HEM
HaKOIUIEHMSI, IIaTOTeHeTHYeCKass Teparusl OXBaThIBa-
eT MaJylo JOJI0 YKa3aHHOM TMaToJoruu. B cBs3uM ¢ aTuM
BaxKHelIIee 3HAYeHUE UMeEET MpeaynpexaeHue ciiydaeB
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MpeHaTajibHas AMATHOCTHKA C MCITONh30BaHMEM B Kaue-
CTBe MaTepualla aMHUOTHUYECKOW KUIKOCTH, OMONTATOB
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