Jlekuusa 5.

boJje3sHu HAKONIJICHU A



JIn3zocoMHbIe 00/1e3HHU HAKOIIJICHUS

['eHeTHUeCKr 00YCIOBICHHBIN
ne(pexT (hepMEHTOB JTU30COM

.

CHIDKCHHE WJIM TTOJIHAS TTOTEPs
AKTUBHOCTH KAaKOI'0-JI100
JIM30COMHOr0 (pepMeHTa

HAKOIUICHHUE
HEYTUJIN3UPYEMBIX
BEILIECTB B

JIN30COMax

B JIM30COMax "
LHUTOILJIa3MeE
KJIIETOK



Cuntes u TPﬂ!f_lf*PT JIU3OCOMHBIX PEPMEHTOB JlusocomHbie 6onesHU HakonneHusa

CnomHbid cyGeTpar
HopmansHoe HenocTAToNHOCT
NN30COMHDE NU30COMHOM
pa3spylwenmne thepmeHTa
: HeGonbiume,
BDHNCTAR / CNOCoHbIe
JHOONNA3MATHYECKAA onbmHK \ H,ﬂ.l‘mmj’ﬂ““

KOHEYHBIE
NpoAYKTEI

MuToxoHapKA

Haxkonnexne <=
HEPACTBOPUMBIX
META60NMTOR

DarouwTo3Has
retepocparma




JIn30coMHBIE 00J1€3HA HAKOILJICHUS
Pazauyaror Tpu rpynnsl 00Jie3Hed HAKOIJICHUS

2. CUHTOIUIN 10351

1. Mykomnonucaxapu03bl 3. MyKoaumnu 10361
HAKOIIVIEHHUE
MYKOIIOJIMCaXapHua10B * \KI/ICHBIX JIUIILIO0B U AP.
”” £ CH,OH CHZO—\P/ Y (CHa)s
HC—N—C—R HC—N—C—R
B OpraHU3Me KOBaJECHTHO lHOH L| <|:HOH L|

CBSI3aHbI C OEJIKOBOU 4acThIO

MPOTEOTIIMKAHOB U B CBOOOHOM

BU/JIE HE BCTPEYAIOTCS C(OUHTO3UHBI U UX
N-anenupoBaHHbIE
IPOU3BOHBIE
[EpaMHU/Ibl

Hl:CH(CHz)mCHs Hl:CH(CHz)mCHa



INuzocomHbie 6onesHn HakonneHusa (Knaccupurauma)

bonesHs

MepMEHTHAA HEAOCTATOYHOCTh

OcHoBHbIE HAKANNWBAaEMble METAB0NNTLI
meduni om

ImUKOreHosmbt
Twn Il — Goneaxs Momne

CHOMHronunNKAo3sLI
Fanrmuozngos Gy,
Tun | — #HhaHTUNBHLIA, FrEHEPANU30BAHHBIA
Tun Il — wBEHUNEHEIA
Fanrnuozupos G,
boneaus Tea-Cakca
boneaus Canpxodica
Bapuaut AB

CynethatHgossl

MeTaxpomariyeckan neikoaucTpodma
MHOXKECTBEHHAA CYNb(ATAIHAA HEQOCTATONHOCTL

BonesHe Kpafifie

bonesne @abpu

Boneauss Mowe

Gonezne HumanHa-Tuka Tvnos A u B

Mykononucaxapuaosbl

Mykononucaxapuaos I-H (Typnepa)
Mykononucaxapugos Il (Tyntepa)

Mykonunugoss

|-KneToyHan GonesHe (Mykonunugoa Il
W ncesgononuaucTpodoua Mypnepa

BONE3HW HAKONNEHWA KOMNNEKCHBIX YINEBOAOR
dyrosngoz

MaHnHoaupoa
ACNAPTUNTNHKOIAMAHYDHA

Apyrue
BoneaHe BoneMana
Hepocraro4yHocTe kMenoro docdara

ct-1,4-TNMKo3Uaasa (NM30COMHAR MUKD3Waa3a)

Gy, -B-TanakTozupaza

MeKcozamuHMAa3a, c-cyGbeguHuLa
lexkcozamuHupgasa, B-cybreguHuua
BENOK — AKTUBATOP raHrnuo3naa

Apuncynbchatasa A

Apuncynethatasa A, B, C; ctepougHan cynsthatasa;
woypoHatcynbharasa; renapad-N-cynedarasa

lanakTozunuepamwHaasa

ct-lanakToznaasza A

Miokouepebpoanpasa

CdoMHromMuenuHasa

o-L-MaypoHupasa
L-WaypoHocynedat-cyneibarasa

@ochopunnpyowme gepMeHTEl, HeoGX0aUMbIE
ANA (DOPMUPOBAHNA BLIABNAKILLEND MAHHO30-6-
thocthat Mapkepa (683 Takoro Mapkepa Kuchble
rMAPONA3LI HE MOFYT NONACTE B NU30COMBI
W CEKPETHPYIOTCA M3 KNETKM)

o-Pyrosnpaza
o-ManHoanpaza

AcnapTUnrnioKo3aMWHaMua-ruaponasza

Kucnas ninasa
Nuaocomuan kucnan doctharasa

MWKoreH

Fanrnuoang G,,,, ONMrocaxapusl, COREKALME
ranakToay

laurnnoana G,
ravrnuoang G, roboaung
laurnnoang Gy,

Cynechatug

Cynedhatia, cTepomacynediar, renapaHcynbipar
fepmaraHcynsgar

lanaxkTouepetpoang

LlepamupgTpurekcoang

Mmiwokouepetpoang

CdhmMHrommeniu

Jepmataucynbipar, renapavcynedar

MFKDITDHHB&IEDHA, MUKonuNKg

Comnronmningel, conepxawme dykoay,

W (DparMeHTel MWKONPOTEMHOB
MaHHO30CoABpMALUWE ONHIOCAXapuabl
AcnapTin-2-0eoKcK-2-aueTaMmuaornioKo3aMUH

JMpbl XONECTEPHHA, TPUIMWUEPHAEI
DQocthatHsle ahupel



KianHaudyecku 00J1€3HU MOAPA3AC/III0OT HA IBA THINIA

—7

C IPCHUMYINCCTBCHHDBIM I1OPA’KCHHUCM

/

HEPBHOH CUCTEMBI MBIIIICYHOU CUCTEMBI

\

JeNKOIUCTPOpuun
(mereHepaTuBHO-AU(P(DY3HBIM MO3TOBOM CKJIEPO3)
reHepaarn30BaHHas IEMUCIMHA3AINAS HEPBHOM
CUCTEMBI — ITOTEPS HEPBHBIMU BOJIOKHAMU HX
MHEJTMHOBBIX 000JI0YEK
MYKOIOJIHUCAXAPU/I03bI

HapYIICHUE PaCIICIUICHUS
MYKOITOJINCAXapHI0B —
Ir€HEPAJIM30BAHHBIN [IIMKOTEHO3



3a0o01eBanMsl,

CBSI3aHHbIE ¢ HAPYIIEHHMEM MeTa00Iu3MA
CMHIOIMNIN/I0B



BoJje3np Tesa-Cakca

# 272800 15023 AyToCOMHO-pELIECCUBHOE 3a00JIEBaHNE
Heduuut B-rekcozamMmuHua3bl A
HakarmuBatomieecs BemecTBo — Gy ,-TaHTIIMO3HU ]

Octpass uHpaHTWILHAA
Haubonee pacnpocTpaHeHHas
CuMIITOMBI BO3HHUKAIOT 4Y€pPE3
HECKOJIBKO MECSIIEB IOCIIe

pPOXICHUA.
TeueHnne nporpeccupyrouiee:
» OBICTPO yXYIIIA0TCS

JBUTaTeJIbHbIC HABBIKH,

» pa3BHUBaCTCS CICIIOTA,
[JIyX0Ta, Iapainy.

CmepTh B TeueHUe 2-3 JIET.

Tpu ¢popmbl

>
Io3aHss IOBCHUJIbHAS
Berpeuaerca kpanlHE  PEIKO.
IlepBrie [IPOSIBIICHUS B

npoMexyTke oT 2 10 10 jer.

[TocTeneHHo pacmnaaaroTcs
PpUOOPETEHHBIE CJIOKHBIE
HaBBIKK — XO0AbOa, peub,
MHICHMO.

Cpenssst MpOAOIAKUTEILHOCTD
KHU3HU — 15 neT

XpoHHYeCcKas B3pocjias

OnucaHbl €IVMHUYHBIEC CIIy4dau
TAHHOMN bopmbl, KOTOpast
HaunHaeTcs B 25-30  jer
Hapymenune peuu,
MPOU3BOJIBHBIX  JIBUTATEIbHBIX
aKTOB, paccTpoucTBamu
MICUXUKHU (TICUXO3BI).

[TIporuo3s JIETAIILHOCTH
HEU3BECTEH.



BoJje3np Tesa-Cakca

CHUMIITOMBI.

HoBopoxaeHHbIE ¢ JTaHHBIM 3a00JIEBAHUEM PAa3BUBAIOTCI HOPMAJILHO B
IIepBbIE MECSIIBI )KM3HU. B BO3pacTe OKOJIO MOJyroia BO3HUKAET PErpecc
B [ICUXWYECKOM 1 (PpU3UYECKOM pa3BUTHH. PEOCHOK TEpsET 3peHuE, CIIyX,
CIIOCOOHOCTB IJ10TaTh. I10SBISAIOTCA Cy10poru. MbIiibl aTpoUPYIOTCS U
HAacTyHaeT Imapajand.

Jl1a bone3nn Tes-Cakca XxapakKTE€pHO HAJIMYKE KPACHOIO MATHA (CHUMIITOM
«BHUIITHEBON KOCTOYKN» ), PACIIOJ0KEHHOIO Ha CETYATKE HAIIPOTHB 3padka.
DTO IATHO MOKHO YBHUJETH C ITIOMOIIBIO O(PTAIILMOCKOIIA.




Boie3ns Tonre Tpu oCHOBHBIX THIIA

AyTOCOMHO-PEIIECCUBHOE 3a00JICBAHHE

Tun | Tun |1 Twn 111
B(V)HGBHB l'omre | / bonesus [ ome 111
(HeHEeHpOHOIIATHYECKAs ) (rmomocrpas
BCTPEYAETCS C YaCTOTOM bonesns [omre 11 HEUPOHOIATUYECKAS
1/50000. (HelipoHOTIAaTHYECKAs  (foBeHMJIbHAS) (hopma)
Haubosee yacto — cpean  yudanrmnbHas Gopma) Tun 3 MOXKeT
epeeB amkeHasu (1/450) Yacrora BeTpedaeMoCT™M  ygupnarhest Kak B
# 230800 1/100000, >THHYECKOM JIETCTBE, TAK U Y
1922 5 PEPACTIONOKEHHOCTH  B3pOCIIBIX C YACTOTOM
Jlebuuut kucion HE UMEET BCTPEYAEMOCTHU
B-rirokoriepedpo3naasel  # 230900 1/100000.
Haxormienue 1922 # 231000
[JIFOKO3UIEpaMuIa Jlebuuut Kucioiu 1022
B-TiroK03HM a3kl TleduImT KUCTOi
Hakonenne B-TiroK03UTa3bI
DIIOKO3WILEpaMua HakoILIeHe

ITIFOKO3UJILICpaMua



KneTKkn Nowe
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Pucynok 1. MaumwenT ¢ BanesaHbio
Mowre (Habmogenne npodgh. AH. Nybep-
rpsua)



boJae3nn I 'omie 1
HauuHaercs B IETCTBE UJIA BO B3POCIOM BO3pPaCTE.

CuUMIOTOMBI — YBCIMYCHHAA IICUCHDb M CHUJIBHO YBCIIMYCHHA CClIe3EHKa —

pPa3phIBBI U JIONOJIHUTEIbHbBIC OBPEKICHUS. /
+ nopaxeHue

KOCTHOI'O MO3I'a =

Bo3MOXHBI Cl1a00CTh KOCTEH U

BBIPKEHHBIC KOCTHBIEC 3a00JICBaHUS. /

MoryT ObITh HapyLICHUS JETKUX U TOYCK. [, I
TPOMOOLIMTOIICHUS 1
JIEUKOTICHUA.

/

YacTele reMaToOMBl,
[MOCTOSIHHASL YCTAJIOCTh.




boae3ns 1ome 11

Manudect 3a0osieBaHus 3-5 Mec.

HeBponorudeckre ociI0XKHEHUS (TSHKETbIC
CYJIOPOKHBIE€ ITPUCTYIIBI, THIIEPTOHYC, alTHOD, | \,, -..:
BBIpAKCHHAS 3aJI€P>KKa YMCTBEHHOTI'O | 2

pa3BUTHSA) IIPOSBISIIOTCA K 6 Mec. |

CUMIITOMBI BKJIOYAIOT IeNaTOCINIEHOMETAIHNIO,
IIAPOKOE MPOTPECCUPYIONIEE TTOBPEKICHUE

MO3ra, HapyIIeHHYI0 MOTOPUKY TIJa3,

CIIACTUYHOCTbh, CYJOPOTH, PUTHIHOCTD

KOHEYHOCTEW. BOIbHBIE IE€TH TNIOXO COCYT U

IJ10TaT; 0OBIYHO YMHUPAIOT B BO3pACTe OT

OHOTO J0 JIBYX JIET.



boae3nn I'ome 111

Y OOJBIIMHCTBA MEAJIEHHOE MTPOrPECCUPOBAHUE U YMEPECHHBIE
HEBPOJIOTUYECKUE CUMITTOMBI.

[IepBbIM HEBPOJIOTMYECKHUM MPU3HAK, KaK PABUIIO, OKYJIOMOTOpPHAs
arpaKCcHsi, pacCTPOMCTBO I1a30BUTaTEIIbHBIX (DYHKIIUH.

[1o mepe nporpeccupoBaHus 3a00JI€BaHUS, TPUCOCTUHSIIOTCS

aTaKCHs,

MBIIIIEYHAs CITACTUYHOCTh U

cnaboyMue.

CneHoMeranus 0€3007€3HEHHAA U OOBIYHO BBISIBIISIETCS CITyYalHO.
boJibHBIC T0KMBAIOT J0 MOJPOCTKOBOIO M B3pOCIIOTrO BO3pacTa.

OpHa Y3 rIaBHBIX MPUYWH MHBaMUAM3anuu npu 1 u 3 tune Oosne3nu [omre -
NOPaKCHWE KOCTHOW TKAHW BCJEACTBUE HAKOIUJICHUS JIMIHAJIOB B
OCTEOKJIacTaX W 3aMEIICHUM WH(PWIbTpaTaMu KJIETOK ['omie HOpMalbHBIX
3JIEMEHTOB KOCTHOI'O MO3ra.

Cily4dau TsDKEJI0M EYCHOYHON HEJOCTAaTOYHOCTH BCTpEUaroTCs peako. Yaiie
BCTPEYACTCSI OTHOCUTEIbHAsA TNOpTalibHAsl THUIEPTCH3USI KaK CJEIACTBUE
buopo3a.



boJse3np Padpu

# 301500 Xg22. 1 Cuennennoe ¢ X-XpoMOCOMOM 3a00JICBaHHUE.

HO! T'erepo3urorHeie KeHIIUHBI ¢ 00Jie3HbIO MDaOpu HCHBITHIBAIOT
3HAYUTEIILHBIE KU3HEYTPOKAOIINE COCTOSIHUA, TpeOyronue
MEIUIIMHCKOTO JIEYEHUS U BMEIIATEhCTBA.

JleuuuT o-ragakTo3ugasbl A.
HakamnuBaeTcs — ri1o00Tpruao3wiIliepaMul UK LepaMUuaTPUT€KCO3H .
Pacnpoctpanénnocts ot 1/40.000 mo 1/120.000 >kuBBIX HOBOPOKAEHHBIX.

CUMITOMBI: TEHEPAIM30BaHHAs BETr€TATHBHAs HEUpoNaTus —> 00Iu U
mapecTe3ud B KOHEYHOCTAX, TPYIHOU KIIETKE, XUBOTE, BCIIEACTBUE
OPa’KEHUSI CIMHHOMO3TOBBIX Y3J10B M IEPUDEPUYECKUX HEPBOB,;

AHTHMO’KTAa3MM B BHUJE KPaCHO-(PUOJETOBBIX Y3E€JIKOB B HM)KHEH YacTu
TYJIOBUIIA C TUIIEPKEPATO30M,

KapauonaTtuss MW HedponaTus, JEMEHIUA, HapYIIEHUS MO3TOBOI0
KpOBOOOpAIICHUS 10 UILIEMUYECKOMY HJIM T€MOPParu4eCKOMy THIY .

[lonucucremHass MaHu@ecTanus.

KoHeuHas craaust 00yCI0BISHHA COCYAUCTHIMH OCIIOKHEHUSIMU (MHCYIIBT,
nH}papKT MHOKap/Ia, MOYCUHAs HeTOCTATOYHOCTD ).



IlomcucreMHBIE TIPOSIBICHUA

IIporpeccuBHoe HakomiaeHue GL-3 cBsi3aHHOE C
IPOrPECCUBHBIM BOBJICYCHUEM MHOKECTBA
OpTraHOB U CUCTEM:

* Hesposornueckue * JloueuHnlie
e JlepMatoiorudeckue e Kapauosorngyeckue
* | nasHbie e Ilepedbpo-BacKyJIsipHBIC

e JKenymouyHO-KUIIEYHBIE






Oren C Mate Oe3

HpI/IMep GonesusrD Dadpn Gomesan Padpn
HaCJIe10BAHMS ek XK
0osie3Hu Dadpu or
00JILHOTO OTIIA
. _ e
I I I I
XY XY
Hous ¢ Coim Oe3 Hous c Cem Oes

Gonesnsn Dadpn Gomesan Padpn Gonesusn Dadpn Gonesan Padpn



Orren Ges MaTe
Gonesuan Dabpu Gonesusr Cadpn

IIpumep

XY
HACJeI0BAHUSA 00J1€3HU
Dadpu oT 00JIBHOU
MaTepHu
u
I
XY

XX HX HY
Hous Oes Cran O3 oMb ¢ ChIH ¢
donesan abpn donesan ©adpu Gonesnp Gabpu Ooneanpi Gadpu




IIporpeccupoBanue 0one3Hu Dadpu

| Bonesns cepana

e Goesun [THC

\ bosnessrs mouek

| Akpomnapacre3us
| | | |
0 . JInarHocTuka 40+ [Bo3pact]
Jle6roT 3a00/1eBaHUs (00BI4HO OpraHudeckue
CHMIITOMBI




CnuieoOpa3Hoe NOMYTHEHUE POTrOBHILEI TTpy OoJie3Hn Padpu
JInarHocTrka — OCMOTP Ha IIEJIEBOU JIaMIIE
BcenencrBue nHakomieHus GL-3 B cTeHKax cOCyd0B POrOBHIIBI

He BeneT K CHUXKEHUIO 3pEHUS



Jlmarnoctuka g

CHI/I}KCHI/IG AKTUBHOCTH O-T'aJIAKTO3M1/1A43bI
> 1a3Mma
> JICUKOIIATHI

» KOXKHBIN JIOCKYT
[ToBpimeHnue ypoBHs GL-3 B m1a3Me Wi Mo4e
I pycTHaAs peabHOCTH

> 9 CIICHUAJIMCTOB 10 AMAI'HO34a

» 15 j1eT CUMIITOMATHKX 10 JHUArdHos3a

» YacThlil HempaBUIbHBIN IUArHO3

ITouemy Tak? — HEHOCTATOYHAA OCBEIOMJICHHOCTD Bpadek!



Crenuduueckas Tepanus

¢ CDGpMeHTOBaMeCTI/ITGHBHaH TCPaIInA

3amemienue a-GAL
- Fabrazyme® (agalsidase beta)
- Replagal ©® (agalsidase alfa)
* ['eHHas Tepamnus
— 3aMElICHUE I'eHa, OTBETCTBEHHOI0 3a (pyHKIu0 a-GAL
e Ilogapmsromias cyocTpaT Tepanus

— biokupoBKa WM MoaaBJICHUE CUHTE3a cyOcTpara



Fabrazyme® (agalsidase beta)

IJ1s1 JiedeHust 0os1e3Hu Dadpu

PexkoMeHayemMasi 103a M peKUM

BBEACHUSA:
1 MI/KT MacChlI TejIa malrueHTa
Kaxarie 2 Henenu

Bpewms uH(py3un — He MEHEe 2-X 4acoB

dabpa3zuM
Arancujaasa pera
35 Mmr

Jlnoduan3at aas
2 {pHIOTORICHIS
KonuenTpart aam
s - - | IlplllaIuB.lll.'lllul .
' rwopa aas wndyn
bagpazum | pacroop
\taieupasa Gera 5
Tuodmaysar gan upl!l'l""l:_
q}l"'leHT[}l;l’]‘a ans ||F|t|.'lll‘
Du'll"l'l-_muu R llll('J_'l"i'” I
S By TRImenorO el

Ane e
3Py, npi remuepa T
M0 BC (5 xanopnt™
" .

aon
P y
o~ niporpmoprrestt (B4 T —
m__?“‘-'lh Kavecrna): o/ 18 ! e
KOG [\ = - YYD
R e f'ﬂ{p-’a'-f k=
e = RVA" L=
B s =

auogh. 0/p-pa 0/ ungh. 35 me,
¢a. cmexa., nav. xkapmon. 1

dab6pazum®




Pesynerarel Tepanuu

» Crabunm3zanus GyHKIUU TT0YeK
» JlnuTenbHbIN noaaepkuBaroui 3G QexTt
» CHUXEHHE pUCKa KapauolepeOpanbHbIX OCIOKHEHUN

» He BBISIBIICHO JOMOJHUTEIBHBIX OMACHOCTEMN, CBSI3aHHBIX C
JUINTEIBHON TEPATTUEN.



boJje3sns Humanna-1Inuka
# 257220 18011.2 AyToCOMHO-pEIECCUBHOE HACJIEIOBAHUE
JHedunur cpuHroMueIMHa3bl

HakannuBaeTcs — cGUHIOMHUEIINH B IIEPBYIO OUEPE/Ib B ICUCHH, CEIE3EHKE,
JNETKUX, KOCTHOM MO3I'€ U TOJIOBHOM MO3T€.

CHMIITOMBI: YMCTBEHHAsI OTCTAIIOCTH (HE BCETa), eTHpe Thta
renaToCINICHOMET AU
Tum A Tun B Tun C Tun D
95% rer NPC1 5% ren NPC2 / roBeHwnbHas HoBomoTimanackui
MH(paHTUIIbHAS ~ BUCIHEpalibHas \ popma BAPUAHT
hopma hopma KJIMHUYECKH
€ IUHBI

Hosasa IHloTtaanaus
AKaAUICKOTO IIPOVICXOXKACHNS
[ IposuHms Ha IOro-Bocroke Kanaawt



IleHucThIE KIIETKH
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ManudecT B rpyJHOM BO3pacTe, HPEUMYIIECTBEHHO B IIEPBOM MOJIYTOJIMHU.
HauvanpHble cUMIITOME:

OTKa3 peOCHKA OT €]Ibl,

IIEPUOOUYECKAs PBOTA,

PE3K0O€ CHMKEHHUE MACChI C pa3BUTHEM THHOTPO(HH,

3aJIep>KKa MCUXO(U3NUECKOr0 Pa3BUTHSI,

MOCTEIIEHHOE YBEINUYCHUE TICUCHH U CEIC3CHKH, IIPH TaIbIIallii OHU
IJIOTHBIE, C TJ1aJKOM IMMOBEPXHOCThIO, 0€300JI€3HCHHBIE,

ITO37KC PA3BHUBACTCA ACLIUT.

KoHbI€ TTOKPOBBI UMEIOT BOCKOBOW OTTEHOK C YYaCTKaMU YCUJICHHOMN
nmUurMeHTau. OTMeqaeTcs MOpakKeHUE HEPBHOM CUCTEMBI. B fanbsHenIem
pPa3BUBAETCA TMIIOTOHHUS MBIIIII, BEIPAXKEHHOE PE3KOE OTCTaBaHHUE PEOCHKA B
IICUXUYECKOM PA3BUTHUH, UIUOTHS, TIIyX0Ta, Y MHOTHX OOJBHBIX HACTYHaECT
aTpo(ust 3pUTEILHOrO HEpBA. 3a00JIEBAHUE MOKET IPOTEKATH C
MIPEUMYILIECTBEHHBIM MOPAXKECHUEM HEPBHOU CUCTEMBI, ICUEHU, CEJIE3ECHKM.



JIunorpanyjemaro3 ®apoepa

# 228000 8p22 AyTOoCOMHO-pEIIECCUBHOE HACIIEIOBAHUE
Jlebuut Kucion uepaMuasbl
HaxkaruiuBaercs — nepamMu/a

I'eHonepMmaro3. MaHudecT B MNEpPUOJ HOBOPOXKICHHOCTH — Y3JIOBAThIC
SPUTEMATO3HBIE OYard VYIUIOTHEHUS KOXH TECTOBATOM KOHCUCTECHIUH,
JOKAJN3YIoIIMEecs B 00JIaCTH CYCTaBOB (BHAYalle JIyde3allsICTHBIX), a TaKKe
HAa MECTax TPaBMUPOBAHUA KOXKH. [HCTOJOTMYECKH VYIUIOTHEHHUS KOXKHU
IIPEJICTABISIOT COOOM JIMTIOIPAaHYJIEMBL.

CUMOTOMBI. Te€NAaTOCIJICHOMETAIMS, apTPAIrusa, CYAOPOKHBIM CHHIPOM,
IMUPAMUIHBIE U DKCTPAITMPAMUIHBIE PACCTPOMCTBA, 3aJI€PKKA IICUXUYECKOTO
1 MOTOPHOI'O Pa3BUTHUS.

B HEpBHOM CHCTEME KaK HEUPOHBI, TAK U IJIMAJIbHBIC KJIIETKU 3aIOJHECHBI
HECYIb(UPOBAHHLIMM TTIMKO3aMHUHOIIMKAHAMM.

bonbHBIE yMUPAIOT B BO3pacTe 2-4 JeT OT JerOYHbIX OCIIOKHECHUIM.
JledeHrne CUMIITOMATUYECKOE: BUTAMUHBI, JIMIIOTPOITHBIE CPEJICTBA.



Myxkonoaucaxapuao3bl (mmKoresosnl) VIl Tunos

OMIM Jlokanu3anus Jednmpnt 3a00€BaHNE XPAHEHNUS
[JIMKOT€HA, THII:

# 232200 |17921. 31 JHOKOBO-G-cboccbaTasa la (6onesnn Gon I'mpke)
rea G6PC

# 232300 |[17925.3 HCH&H MaJIpTasa II (6one3nb Ilomie)
reH GAA anbda-1,4-
JHOKOBI/II[aBa)
# 232400 |1p21.2 MHHO -1,6-tmokosunasalllla; I11b (6onezns @opbea-
red AGL Kopﬂ)

# 232500 |3pl2.2 D 1,4-rr0KaHO-0L- IV, 6oste3np AHepceHa
red GBE1 JIIOKOBI/IJITpaHC(bepaBa

#232600 |11913.1 Foccpopnﬂa?)a Iv; 6one3Hp MakApmis

red PYGM

# 232700 14922.1 pocdopunasa rmkorena | VI; Gonesns I'epca
red PYGL IICYCHU

# 232800 |12q13. 11 lfgmeqw uzopopma | VII; Gonesns Tapyu

JIMKOI'CHA MBIIIII]

red PFKM oc(poppyKTOKHNHAZEI

# 306000 |Xp22.13 CUYCHOYHAsI VIII; 1Xal, X-clermieHHprii
red PHKAZ2 oc(opuiiazokrnHa3a MEYECHOYHBIN TITMKOT€HO3




['mukorenos |
(He(poMeTanbHBIA TTTUKOTCHO3, WX 00J1e3Hb [ npke)

1:2000 AP 4=9

ManudecT B Te4EHHE TIEPBOTO roja KU3HU ,

C TSKEIION TMIIOIVIMKEMUEH U ¥ 54 .
renaroMerameil, BbI3BaHHOM ¥ -
HaKOIJIEHUEM TJIMKOTE€HA B IEYEHU U
MOYKaXx.

3aMeIJIeHue pocTa, IMOJI0BOIO CO3PEBaHUS,
MOJIOYHAs allUJAEMUSI, TUIEPIUTUIEMUS,
TUIIEPYPUKEMUSI, Y B3POCIIBIX — BBICOKAS
4acToTa aJICHOM IECUYCHU.

OpraHus3M yaOBJIETBOPSIET CBOU
YHEPreTUYECKUE MOTPEOHOCTH MyTEM
yCUJICHUSI OOMEHA KUPOB —>
TUIIEPIIUINIEMUS, )KUPOBas JEreHepalluu
MICYCHH, TI0YEK, KCAHTOMATO3.




['muxorenos |
(0osie3Hb IlomIie, nanonaTuyeCKu reHepaarn30BaHHbIN [NIMKOTEHO3)

XapakTepu3yeTCs 3aJEPKKOM ITIMKOT€Ha B JIM30COMAX; TJIMKOTEH HE
PACIICIUIACTCS U3-3a OTCYTCTBUS KHUCIOW MaJIbTa3bl. CUMIITOMBI
3a001eBaHMS HOSIBISIFOTCS MOCIIE POKACHMS MIIH Y€PE3 HECKOJIBKO
HeAelb. JIeTr almaTu4HbI, IJI0X0 €IST, OTMEYaeTCs JacTast pBora. PaHo
PA3BUBACTCS reIIaTOMET aJIHSL.

Cytoplasm




Cepiie yBeIUUEHO B pa3Mepax, OAbIIIKAa 1 MHTEPMUTTUPYIIUN [[1AHO3.
Ha DKI' cunycoBas taxukapauu, T 3yona P, orpunarenbnbiii 3yoen T,
BBICOKHM BOJIbTAX.

YacTbl IOBTOPHBIE OPOHXMTHI, aTCICKTAa3bl, BOCHAJICHUE JICTKHUX.
MBIlIEYHBIN TOHYC PE3KO CHUXKEH —> MUOIATHS.

B CBIBOpPOTKE KpOBH — 1 IIIOTAMUHIIIABEJIEBOYKCYCHOM TpaHCAMUHA3bI U
aJbJ10J1a3bl, MOYEBOM KUCJIOTHI.

B MplImiax 1 nedeHu gepuuuT aabda-1,4- rimko3uaassl.

[IpoOBI ¢ TIIOKAaroHOM U aApEHAIMHOM HE U3MEHECHBI.

DTOT THUI IJIMKOTr€HO03a MPOrHOCTUYECKH HanOoj1ee HeOJIaronpusITeH.
CMmepTh HAacTynaeT Ha 1-M roay *KU3HU OT CEPACUYHON WU AbIXaTCIbHOM
HEI0CTaTOYHOCTH, YaCTO C IPUCOCIUHECHUEM aCIIUPAlIMOHHON MTHEBMOHHH.
B HacTos1iee BpeMs co3gad npemnapat Muo3um (pupma "Genzyme") mis
(hepMEHT-3aMECTUTEILHON TEpaIIHH.



N7 Myozyme

(alglucosidase alfa)

$300,000 a year

Myozyme'
ﬂ‘ﬂlu);usndzse aﬂll

SOFTMIXER.COM



['muxorenos | B nonynsiiiuu eBpeeB-cedapaoB 00JIC3Hb
(MMMHUTIEKCTPUHO3) BCTpedaercs ¢ yacrorou 1:5400

bonesns @opdca-Kopu  HOBOPOKICHHBIX.

Dpvrocaxapuadan 3aTpaska
¥ [n ocTaTKoB rMIOKO3IL!
-1 -+4) ceRzAmM]

Onurocaxapug
[n+1 ocTaTox rAOKO3N
c u-{1—4) cemanmm]

Yprawngudocdar-
DT TARA rnoEo3a
e

FnuKoreH 2,

@,

Pocgopunasza

Fnuxorex
{n—1 OCTATOK FAKKO3LI)

i

OcTaTo4YHbINA

OEKCTPUH
j,ﬂesemﬁmuﬁ
Fniokoza a7 e vl Fnokoso-
'.'g 6-docohar
https://doctorlib.info/genetics/medical- Bonests Kop

genetics/8.html W3-3a HEOCTATO4HOCTH
AeBeTBALIEro hepMeHTa
B NEYEHN W APYTUX OpraHax
HaKannMBaeTCs 0CTATOHbII
EKCTPHH




Tepesa nu Kapa Kopu BMecTe
nojayuuian HoOeneBcKyo npeMuro mo
(bU3UOJIOTUU WK MeauLIMHE B 1947
«3a OTKPBITHUE KAaTAJIMTUYECKOTO




JIeuenue 0oseznu Popoca-Kopu

[lenp JIe4eHUs — NPEAYyNPEAUTH TUIIOTIIMKEMHUIO TOJIOJAHNUSI U BO3MECTHUTH
ae(pUIUT aMUHOKHUCIOT. [IpoBOAUTCS OHO ClEAYIOMIMM 00pa30oM:

» MpHeM  HEOOXOAWMOTO KOJIWYECTBA TIJIOKO3BI B  BHJE  CHIPOTO
KYKYPY3HOTO Kpaxmajla B COYETAaHUU C JIMETOM, COAEpKaIeH
AOCTATOYHOE KOJMYECTBO OCIKOB M APYTHMX IIMTATEIbHBIX BEIECCTB,
YCTPAHAET META00INYECKUE HAPYIICHUS U 3aJICPKKY POCTa,;

» OONBHBIM C BBIPAKCHHOM 3aJICP)KKOM pOCTa MW TSDKEIOW MHOIATHEH
[MOKA3aHO HEMPEPBIBHOE HOYHOE 30HA0BOE IMUTAHUE CMECHIO,
COIEPHKAILEH TIIFOKO3Y, OJIMIOCaXapuibl U aMUHOKHUCIOTBI, U 4YaCTbhIU
npreM OOoraroi OEJIKOM IHIIY B THEBHOE BpEMH.



['mukorenos IV (0one3np AHIEpCceHa, aMHUIONIEKTUHO3,
a1 y3HBIM TNIMKOTCHO3 C IUPPO30M IEYCHH )

AP

boJie3Hb MPOSBISAETCS TOJBKO IEMATOCINICHOMETATUEN, 3a1€PAKKOM
pPa3BUTHS — LUPPO3 IIEUCHU NPOIPECCUPYET —> MOpTaIbHAS
TUIIEPTEH3US, aCLIUT, PaCIIUPEHUE BEH MUILEBOA. Y HEKOTOPHIX OOIbHBIX
Pa3BUBAETCS T€MATOLECIUTIONAPHAs KapiuHoMa. [IpoomKUTEeIbHOCTD
"KU3HU 3HAYUTEJIbHO CHI)KEHA — 0€3 TpaHCIUIaHTALMY [IEYCHU
CMEPTEIbHBIA UCX0]T HACTYIAET Ha 4-5 TOy JKU3HHU.

OnucaHbl aTUIIMYHBIE (DOPMBI C MEIJIEHHO IPOrPECCUPYIOIICH
[1aTOJOTMEH MEYSHH WJIM C MMPEUMYIIECTBEHHBIM ITOPAXKEHUEM CEPICUHOM
MblIIel. HeBponornyeckuii BapuaHT 3a001€BaHUS Y B3POCIIbIX (00JIE3HB
C IOJUIITIOKO3aHOBBIMH TE€IbIIAMH) CXO/ICH MO KIMHUYECKUM
IPOSIBIICHUSAM C OOKOBBIM aMHOTPO(DUUYECKHM JaTepaabHbIM CKIECPO30M.



['mukorenos V (6oae3us MakApans)

AP

[IposiBieHus 3a00JI€BaHUs y J€TEH CTAHOBITCS OYE€BUIHBIMH IOCHE
HE3HAYUTEIbHON (PU3NYECKON HArpy3KU:

00JIb B MBIIIIIIAX, CIIA3MBbI, OBICTPast yTOMJISIEMOCTb, CJIA00CTh.

I/IHOI‘I[a TOHHUYCCKHUC COKPAIIICHHW MbIHIL] CTAHOBATCSI
I'CHCPAJIN30BAHHBIMHU U IIPUBOAT K O6Hl€f/i CKOBAHHOCTH.

ITo3nHEe pa3BUBAIOTCS MBIILIEYHAS JUCTPOPUs, cepaeyHas
HEJIO0CTATOYHOCTh. B COCTOSIHMHU TTOKOSA AE€TH KAXXYTCA 3[I0POBBIMU.

JIedeHue He pa3pabOTaHo.



['muxoreno3 VI (6onesns I'epca)

AP

SABnsieTcs oAHOM U3 JETKUX GOPM 10 YMEPEHHOM T'MIIOIIMKEMUH,
c1a00ro KeTo3a, 3aJepKKM POCTa U BUJIHOM renaTtoMeraiuy.

Cepiie U CKeJIETHbIE MBIIIIBI HE CTpafaroT. IIporuo3 0aronpusTHHIN.

Cornacno I'epcy, rmukoreno3oMm VI thmna siBasieTcst 11000M TIIMKOT€HO3,
IIpU KOTOPOM MMEETCSl HOpMaJlbHasl akTUBHOCTh aMuJi10-1,6-
TIIIOKO3M1a3bl M TIH0K030-6-(pocdaTassl.

AKTHBHOCTB (hochopuiia3z pe3Ko CHUKEHA, MHOTIa OHa HOpMaJIbHa, HO
HUKOTJ1a He OOHAPYKUBAKOT MOJIHOIO €€ OTCYTCTBHUSI.



['mukorenos VII (6one3us Tapymn)

AP

[ mukoreno3 VII Tuna xapakTepu3yromieecs MbIIIEYHON C1a00CThIO,
MTOBBIIIIEHHOW YTOMJIIEMOCTBIO. JTH JIETH XOST HA NAJIbIAX, YTO
CBA3aHO C YKOPOUYEHUEM MBIIICYHBIX BOJIOKOH UKPOHOKHBIX MBIIIILI.
XapaxkTepHa renaroMeraius.

JIledenue HampaBiaeHO Ha 00pHOY ¢ OOMEHHBIMU HAPYIIICHUSIMU, B T.4. C
anua030M. B HEKOTOPBIX cliydasx 3pPEeKTUBHO IPUMEHEHHUE TIIFOKAroHa,
aHa00JIMYECKUX TOPMOHOB U IIIFOKOKOPTHUKOUA0B. HacThle MprHeMbl HHUIIH
C BBICOKHM COJIEp>KaHUEM JIETKOYCBOSEMbBIX YTJIEBOJ0B HEOOXOUMBI IPHU
TUIIOTJIMKEMUU. 1Ipy MBIII€YHBIX (h)OpMaxX IIIUKOT€HO3bI YIyUIICHUE
OTMEYaeTCs IpU COOIIOASHUN TUEThI C BBLICOKHUM COJIep>KaHuEM OeJIKa,
HazHaueHUU QpyKTO3bl (BHYTPSH 11O 50-100 r B eHB).



['muxorenos VI (X-cienneHHpIi TedeHOUYHBIN TNIHKOTCHO3)

X-CIETJICHHBIN PEIECCUBHBIMN.
OnuH U3 caMbIX JIETKUX TJIMKON€HO30B YEI0BEKa.

KnnHA4YeCKkrne CMMITOMBI BKIIFOYAKOT TENATOMETAIIMIO, 3aAEPKKY POCTa,
MTOBBIIICHUE YPOBHS IIyTaMaT-MUPyBATTPAaHCAMHUHA3BI U TIIyTaMar-
OKCaJI0AlETaTTPAaHCAMMUHA3BI, TUIIEPXOJIECTEPUHEMHIO,
TUTIEPTPUTIIMLEPUACMHUIO U THIIEPKETO3 HATOIAK 3TH KIIMHUYECKUE U
OMOXHMMHUYECKHE HAPYIIEHUS MOCTEIIEHHO MCUE3al0T C BO3PAcTOM, U
OOJIBIIMHCTBO B3POCJIBIX MALIMEHTOB IIPOTEKAIOT 0€CCUMIITOMHO.



[TepokcrcoMHbIE O0JIC3HN

Cunapowm lLleabBerepa

NudanTunbHas 0oje3Hb Pedcyma
HeoHnaranbHas aapeHOIeMKOIUCTPODU

PusoMenunueckas ToueuHas XOHAPOAUCILIA3ZUA



Cungpowm LlensBerepa

# 214100 AP 7921.2 ren PEX1

BripaxkeHHas HeBpoJiornyeckas JUC(yHKIUS, KpaHuohalaaibHbIe
aHOMAaJINU Y TUCPYHKIUSA ICYCHHU.

bHOXUMHYECKHU — OTCYTCTBUEM MEPOKCUCOM.

HanOoiee cuimpbHO mOCTpagaBIIne JIOAU C KJIACCUYECKUM (DEHOTHUIIOM
cuHapomMa LlenbBerepa ymMmuparoT B TEUECHHME IIEPBOro rojia KU3HMU.

https://fb.ru/article/281640/sindrom-tselvegera- ,_ >
opisanie-prichinyi-simptomyi-i-osobennosti- http://symptomsofpravi.blogspot.com/2015/07/
lecheniya symptoms-of-zellweger-syndrome.htmi



NuadantunpHas 0oJie3ub Pedcyma

# 266500 AP 10p13 ren PHYH. Hdedunur
rUJIpokcuiaasbl (puraHonn-KoA

Haxonnenue guraHOBOM KUCIOTHI B TKAHSIX
OpraHu3Ma:; HEBPOJIOTUYECKUE HAPYIIICHHUS,
yXyAIICHUE 3peHUsl, ClIyXa, OOOHSIHUS,
MXTHUO3HBIC U3BMEHEHHUS KOXKU, HAPYIIICHUS CO
CTOPOHBI cepaa. Jluarnoctupyercs no
YPOBHIO (PUTAHOBOM KHUCJIOTHI B KPOBH U
Mou€. /lONOTHUTEIBHO TPOBOAUTCS
UCCIIEOBAHUE HEPBHOU CUCTEMBI,
3pUTENIbHON (DYHKIIUH, CJTyXa U OOOHSHHS,
CEPIICUHOM NIeATENbHOCTU. OCHOBY JICUEHUS
COCTaBJISIET AUETA C OTPAaHUYCHUEM
HYTPHUEHTOB, COACPKAMMUX (PUTAHOBYIO
KuCaoTy. [Ipu TsxeomM COCTOsTHUM
nmanyeHTaM I0Ka3aH miasMadepes.

http://zdravua.org.ua/index.php/lec
hebnye-ucherezhdeniya/2-
uncategorised?start=104



HeoHnaranbHas aapeHOJICHKOAUCTPOPUS
(HapymIeHHE IEpOKCHCOMHOTO OnoreHe3a 1B)

# 601539 AP 7¢21.2 ren PEX1. 1 :50.000 8=9

J1eO1oT B mepBhIC TPU MECAIIA KU3HH, YaCTO IIPEICTABICH YE€PEITHO-
JTULEBBIMH JU3MOPGUSIMU, 3aI€PKKOM IICUXOMOTOPHOTO Pa3BUTHS
PA3JIMYHOM CTEIIEHHU BBIPAXKEHHOCTH, I'€IIAaTOMETAJINEN, CHHDKEHUEM CITyXa U
3pEHUS, KOTOpbIE B OOJIBIIIMHCTBE CIy4aeB, UMEIOT MEJIJICHHO-
MIPOTPECCUPYIOIICE TEUCHHUE. B HEKOTOPBIX ClIydasxX, HOPAKECHUE IMEYCHU
MOYKET OBITh BEIYIIIMM CUMIITOMOM OOJIE3HU, YTO HEPEAKO IIPUBOJUT K
pa3BUTHIO BUTaMUH K-3aBUCMMOM KOAryJjonaTuy, U B PsAE CIy4dacs,
3a00JICBaHUE MOXKET OCJIOKHUTHCS Pa3BUTHUEM BHYTPUUYEPEITHBIX
KpPOBOM3JIUSAHUN. [Ipr JaHHBIX CUHAPOMAaX OTCYTCTBYET XOHAPOANUCILIA3US U
KUCTHI B IIOYKAaX.

https://raduga-omsk.ru/news/188337/




Puszomennueckas ToueuyHas XOHAPOAUCILIAZUA

# 215100 AP 6923.3 ren PEXY7. Hapyiienue penentopa nepoKCHCOMHOTO
CHUrHaJla TapreTUHra Tyna 2.

OTcTaBaHue B pOCTE, JUCHPOIIOPIIMOHATBHOE YKOPOUECHUE KOHEYHOCTEM C
IIEPBUYHBIM ITOPAXKECHUEM ITPOKCHMAJIBHBIX OTJIEJIOB (TOUCUHAs
MMHEpAIN3AIHS ), MHOXKECTBEHHBIC KOHTPAKTYPHhI CycTaBoB (60 %),
MuKporedanus. JInmo 00JbHBIX MIOCKOE, C 3alaBIICH IIEPEHOCHUIIEH,
AHTUMOHTOJIOMHBIM Pa3pe30M IJ1as.

B 80 % cinyuyaeB HaOIr0maeTcs ABYCTOPOHHSS KaTapakTa, B 28 % ciaydaeB —
MXTHO30(POpMHAas AUCIIA3US KOXKHU, ajdolelus. PEHTTeHOI0rnuecKu
BBISIBJISIFOTCS. OCCU(UKAIMS BEHTPAIbHON WIIN JOPCaJbHOM YacTH
IIO3BOHKOB, CHMMETPUYHOE YKOPOUYCHHUE U AehopMalius MeTahu3oB
IJI€YEeBOM M OepeHHOM KocTel. OTMeuaeTcs TshKenaasi yMCTBEHHAs
OTCTAI0CTh. BOJIBIIMHCTBO OONBHBIX ACTEH YMUPAIOT HA 1-M TOy KM3HHU.



PusomMmenmmnueckas
TOUEeUYHAas

XOHIPOAUCILIA3UA

https://neupsykey.com/peroxisomal-disorders/
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