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® Jlunupossr (lipidoses) — rpymia 3abosieBaHM, XapaKTePHU3YIOIIMXCS
HapylIeHHeM JTUITUTHOTO OOMeHa ¥ UMEIOIIINX MMPeNMYIIeCTBEHHO
HAC/1eICTBEHHbIN XapakTep. bonbmmHCTBO JI. OTHOCUTCS K H0/183HAM
HakonJeHus, KOTopbie 00yC/IOBIE€HBI OTIOXKEHHNEM AaHOMAaJIbHO
OOJIBIIIMX KOJTMYECTB HepacIleI/IeHHBIX TPOAYKTOB YXUPOBOTO OOMeHa
B PA3/IMYHBIX OPTAaHAX U TKAHAX, YTO MPUBOAUT K 3HAUUTETLHOMY
HapylIeHUo ux QyHKIMH. B ocHOBe JI. T&XUT MOTHAST WIH YaCTUYHAS
He0CTAaTOYHOCTh JTU30COMAIBHBIX PEPMEHTOB, YYACTBYIOIINX B
oOMeHe TUMHUI0B U 00yC/I0B/IeHHas Hac/IeZICTBEHHBIM JlepeKTOM
COOTBETCTBYIOLIEro reHa. bonpmimHeTBo /1. Hac/epyeTcs mo
ayTOCOMHO-PeIeCCUBHOMY THITY, HICKJTFOYe€HHEe COCTAB/IsAET OOIe3Hb
®abpwu, KOoTOpast HaceayeTcs Mo X-CIelJIeHHOMY, pelieCCUBHOMY
THITY.
JIMnn o361 BKIKOYAIOT:

® JIMIONPOTEeMHEMHH, CBI3aHHbIE C HapyllleHrneM oOMeHa
JIUTIOTIPOTEUZOB.

® T[IMKOMUMNHAO3bI, 00yC/IOBIEHHBbIE HapylIeHrneM oOMeHa
TJTUKOJTUITH/TIOB.




K nunuago3am oTHOCSTCS:

® ranrmmo3uao3bl — GM -ranrmmosuzos (tum I, 11, 111),
GM -raurnmmosugo3 (tu I, 11, roBeHM/IbHBIN, XpOHUYECKUM
THUII);

6one3ub Humanna — [uka;

6ose3Hs [omre; 6ome3up Pabpu;
nuriorpanyneMaros Papoepa;

6ose3Hb BynmmeHa;

O0ose3Hb [-K1eToK;

TMICE€BIOTYPIEBCKYIO TTOTUANCTPOPHIO;
MeTaXpOMaTHYeCKYIO TEMKOAUCTPOPUIO;
6oe3Hb Kpaboe.




® laarIMO3MA03bI — rpylina 3a00/1eBaHUH,
00yC/IOB/IEHHBIX HapyllIeHHeM KaTaboar3Ma
TaHTTHO3UI0B — CJIOYKHBIX ITUKOJIUITH/IOB,
yI7IeBOAHAS YaCTh MOJIEKY/IbI KOTOPBIX COAEPIKUT
OCTATOK CHA/IOBOM KUC/IOTHI. BbIIeISIIOT HECKOTBKO
turioB OM, u OM; ranrmmo3mnago30B. B ocHoOBe ux
Pa3BUTHS JIEKUT METAOOTUIECKUH TedeKT
paciierieHUsI TaHI/TMO3UIOB B pe3y/IbTaTe
HeJ0CTATOYHOCTH CITeIIuPUIeCKUX TU30COMATbHBIX
TUApPOJIa3s.
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GM _-raHmmosn03b1 — GosbuIast PEHOTUITUIECKN
BapHabebHas rpymIia 3a00/1eBaHNM, B OCHOBE KOTOPBIX
JIOXUT AePUITAT T€KCO3aMUHUIA3BI A U

B. ITogpasmenstorcst Ha MHGAHTUIBbHYIO, OBEHHUIBHYIO U
B3pociyto popmbl. Tu HacieOBaHUS BCeX TUIIOB —
ayTOCOMHO-PeLeCCUBHDIMA.

CylecTByeT TPeXJIOKyCHAsI MO/Ie/b, OO bICHSIONIAS
MOJIEKY/ISIPHO-TeHeTHYeCKue OCHOBBI GM -
raHI/IMO3KA030B. MyTalys reHa reKkcosaMMHHIa3bI A (a-
JIOKYC XPOMOCOMBI 15() JIEXKHUT B OCHOBe 6osie3Hu Tess —
Caxkca u roBeHnbHOTO GM _-ranrnmosuaosa. Myranus B b-
JIOKYyCe 5-i1 XpOMOCOMBI ITPOSIB/ISETCSA HEAOCTATOYHOCTHIO
rekco3amMmuHuaa3bl A 1 B u o6yciioBnrBaetr GM -
ranrrosugosa it 11 (6onesnn Cangxodda).
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GM -2axenuozudos mun I (reHepaIM30BaHHbBINA CEMEHBIH
TAHI/IMO3UA03, HEUPOBUCLePAJIbHBIN TUNINO03,
HeIOCTATOYHOCTh b-rajlakTo3u1a3bl) XapaKTePU3YeTCS
ayTOCOMHO-PelleCCUBHO Hac/ielyeMOU HeIOCTaTOYHOCTBIO
pepmenTa GM -b-rasakrosazsassl. AKTUBHOCTb 3TOTO
dbepmeHTa B [OJIOBHOM MO3Te, TIeYeHH! 1 $ubpobmacTax
KOXXU 60/TBHOTO CHIDKeHa 710 0,1% HopMbl. B ocHOBe
00JIe3HU JIEXKUT MYTAIlHsI CTPYKTYPHOTI'O TeHa,
KOZAMPYIOIIET0 MOHOMEPHBIH monunentug A GM -b-
raJIaKTO3UAA3bI U JIOKAJIM30BAHHOTO HA KOPOTKOM TIjIeye 3-
i1 xpomocomsl (p12g21). ITpu aToMm nedexTe HapylIeHO
OTILETUIEHHE KOHIIEBOH rasiakTo3bl oT GM -ranrimosuza,
KOTOPBIM OTK/IaJIbIBA€TCS B OOIBIIHX KOJIMYECTBAX B cepom
BellleCTBe TOJIOBHOTO MO3Ta U IeYeHH!.




KrnuHuka

® GM -ranrmmosn03 06HAPY>XMBAETCS IPU POXAEHUH MJTH BCKOPE TTOCIe HETO.
OTMeyaroTcst TJI0XOU anmeTUT, CIab0CTh COCAHUS M KPUKA, HEIOCTAaTOYHAsI TPHUOABKa B
Bece, OTeYHOCTh HIDKHUX KOHEYHOCTEM, MbILIeYHasi THITOTOHUS M MaJlasi aKTUBHOCTD
peGeHKa (crokoeH, GOJIBINYIO YaCTh BpeMeHHU cruT). [enaTocrieHoMeranus
HAOJTIOAAEeTCS C IEPBBIX MECSIEB )XU3HU. YacTo BCTpeYaroTCst TOPCOMIOMOATbHBIN
CKOJINO03, Hepe3KOe YBe/IMYeHUE Pa3MepPOB CyCTaBOB, YKOPOYE€HHUE U YTO/ILIeHUE MaJIbLeB
(6paxugaxTunus). PeHTreHorpaduvecku onpeesieTcss MHOXKeCTBEHHBIHN AHU30CTO3.
XapakTepHbI YacTble OPOHXOTTHEBMOHHMHU. Pa3BMBAIOTCS KJTIOHUKO-TOHUYECKHE CYIOPOTH,
[TpumepHo y 50% GonmbHBIX ¢ paHO pa3BUBIIMMCA GM -raHrmo3ng030M HabMIOAAOTCS
BUIIIHEBO-KPAaCHbIE MSTHA Ha T/IA3HOM JIHE B 00/IACTH YKe/ITOTO MSITHA, 00pa30BaBIIeECS B
pe3y/ibTaTe OT/IOKEeHHSI TAHITMO3U/IOB B KJIETKaX ceTyaTku. Ecim peGeHOK ZOXXWI 10
6 MecsiLieB, TO Yy Hero GOPMUPYETCsI XapaKTePHBIN BHEITHUU BUJ, (BbICTyMatOUIe TOOHbBIE
OyTpbl, 3amaBIIast MEPEHOCUIIA, OOTBIINE HU3KO PACIIOIOKeHHbIE YITHbIe PAKOBUHBI,
runepTpodus feceH, MaKpornoccus, orek muia). K 8-9 mecsiam peGeHOK He CHUAMT, He
T10J13a€T, €ro ABWXeHHUS] HEKOOPAWHUPOBAHBI, MbIIlIEYHasi TUTIOTOHUS CMEeHSIeTCsI
THUIIEPTOHYCOM, TTOBBILIAIOTCS CYyXOXKHIbHBIE pedieKchl. K KOHIy mepBoro roga >Xu3HH
OTMEYAIOTCs [TYXO0Ta, C/IeMO0Ta, CMACTUYeCKasl TeTpaIllerus, OTCYTCTBHE PeaK Uy Ha
OKpYyJKalolllee, B TepMHUHAIBHOU CTaIUU Pa3BUBAeTCs delepeOpauuoHHas pueudHoCmb.




/_\
[lnarHocTunka

® [lnarnos GM -raHrMo3nzo3a NOATBEPXKAAETCS IIPU
oIpe/ie/IeHUH aKTUBHOCTH b-Ta/1akTo31/1a36! B TeHKOIUTAX U
KyZIbTUBUPYeMbIX prOpobmacTax. GM -ranrmmosuzmos i |
cnenyer puddepeHIpoBaTh ¢ MyKOIIOTHCAXapUZ030M THII | —
curgpom ['ypiep, 6ome3nsto Humanna — [NMuka u [-xneTounoi
6one3npro. GM -ranrmmosuaos Tun I nposiBisercs B 6onee
paHHeM Bo3pacTe, ueM cuHApoM [yprep u 6onesHr Humanna —
[Tuka. [Ins1 mocegHe# XxapaKTepHbI TOMyTHEHHE POTOBUIIBI,
Opa)keHHe KOCTel, MeHee BhIpa)keHHOe N3MeHeHH e YePT JTUIIA.

® Ha BCKpbITHHM OOHAPY)XUBAIOT PaCIUVPEHHE XKeTyJ04KOB MO3ra
1 ero aTpoduio B pe3ysnbraTe THOeT HEHPOHOB.
['McTONMOTHYeCKH BBISIB/ISTFOTCS TIEHUCTHIE TUCTUOIIMTHI B
KOCTHOM MO3Te, TIeYeHH, ceie3eHKe, TUMPaTHIeCKHX y3/1axX U

AP-




Jleyenue:

® Cnenmduyeckas Tepanus OTCyTCTBYeT.
Pa3pabaThIBarOTCS METOABI 3aMECTHUTETbHOU TE€PATTUU
b-rasakTo3uaasoi (O4UILIeHHON UIN
WHKAIICY/IMPOBAHHOM B JIMIIOCOMAX).

Hcxon:

® Jletn ¢ GM -raHIMo3su;030M 0ObIMHO IIOrMOaIoOT B
BO3pacTe 2—3 JIET OT PeLuAUBUPYIOLIE
OpPOHXOITHEBMOHHH.
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GM ranrnnosungos tum Il (FOBeHWJILHBIN
CHCTEeMHBIN TUIKA03, 6oesHb [lepph)
penoTunMuecku ormyaercsa or GM -raHrmMosuzmosa
TuIl | 06bIYHO O0JIee IMMO3THUM HavyaIoM (Imociie
IIepBOro rofia >XM3HHM ), MeIIeHHbIM
IIporpeccupoBaHeM, MUHUMA/IbHBIM ITOPKEHHEM
KOCTHOM TKaHU M OTCYTCTBHEM MOPAXKEHUS
BHYTpPeHHUX opraHoB. OnrcaHo HeMHOTUM OoJiee
20 cy4daeB 3aboseBanus. B pesynbrare meduimra b-
rajlakKTo3u/1a3bl ypoBeHb HaKorieHuss GM -
rAaHIJIMO3UIOB B CEPOM BellleCcTBe I'0JIOBHOTO MO3ra B
10 pa3 MMpeBbIIIaeT HOPMY.
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KiauHuka:

® B TeuyeHme mepBOro rosa XU3HU peOEHOK pa3BHUBaeTCss HopMaabHO. K
KOHILLY TIepBOro I'oZla BOSHUKAIOT aTaKCUsl U INU3aPTPUS, MOSIBIISIIOTCS
cxopsLeecs KOCorjma3ue, MplllevYHasi TUIIOTOHM S, KOTOPYIO BCKOPe
CMeHsIeT CITacTU4YeCKu TeTpamnape3. OTMedaeTcst ObICTPBIN perpecc
MprUOOpeTEeHHBIX HABBIKOB, MMPOIIAIAeT NMHTEPEC K OKPYKAIOIIeMY,
Pa3BUBAIOTCS JIETAPTUs, CYZOPOXHBINA CUHAPOM, TPYLHO
MOAJAIOIIHUMCS IEeYEeHUIO.

HNAI'HOCTH KA.

® /IuarHo3 CTaBAT HAa OCHOBAHUU OIpeZe/IeHUsI aKTUBHOCTU P-
rajiakTo3uaassl. JuddepeHiianbHbIi AUATHO3 HEOOXOIUMO
MTPOBOAUTH C METAaXPOMATHYECKOU IEUKOZUCTPOPHE U FOHOIIECKHM
GM _-raHrnmmosun1030M, OH OCHOBAH Ha OTIPe/le/IEeHUH aKTUBHOCTH
crieifuryeckux GepMeEHTOB.

Hcxon:

® TIpomomKUTeTbHOCTD YXU3HU OOTBHBIX GM -ranrmmosuzposom I1
THIIA — OT 3 0 10 JieT. bosbHbIe TOTu6aloT OT PeluIUBHUPYIOIIX
OpPOHXO0/IETOYHBIX MH(EKITHIA.

F




® GM -2anznuozudos mun Il nposiBisieTcs
IIPOrpeCcCUpyroller Ju3apTpruen Ha BTOPOM
IeCSTUJIeTUU XKU3HU. Pa3BUBAIOTCA aTaKCUs U

CIlaCTUYeCcKue Mapaiiiu, IeMeH1I s, KOTOPbIe
MeJIJIeHHO TTPOTPEeCCUPYIOT, CyZIOPOTH OBIBAIOT PEKO,
3peHMe He CTpaJaer.
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GM -2ananuo3udo3 mun I (amaBpoTrdeckass UAUOTUS Test —
Cakca, 6ose3np Tess — Cakca) BCTpedaeTcs MPeUMYI1eCTBeHHO
Ccpeliy eBpeeB-alllIKkeHa3!, YaCTOTa reTepO3UTroTHbIX HOCUTeIer
reHa CpeJy 3TOU STHUYECKOU IPYyIbl COCTABJISALT 1: 27.

Hapyuenue pacienienvst GM_-TaHIZTHO3U/IOB B pe3y/ibTaTe
He0CTaTOYHOCTHU pepMeHTa I'eKCOBaMI/IHI/I,H,aBBI A TIDUBOJMT K
ero HaKOTJIEHUIO B TOIOBHOM MO3Te, B MeHbIIEU CTeleHU — BO
BHYTPEHHUX OpraHax. lluTomnsiasma HeMpOHOB NMepernoTHAeTCS
GM -raHrmnosuzsom, B pe3ynbTare Yero mpouCXoguT
LeHTPa/IbHas JeMUeTnHU3alursa. Eciu B HopMe B TKaHU
ro/i0BHOTO Mo3ra GM -raHrmnosug, mprucyTCTBYeT B C/I€0BBIX
KOJIU4YeCTBaX, TO MPHU 6onesnu Test — Cakca OH COCTABIISIET
6—12% cyxoit maccel. Ha mo3gHUX CTagusIX BC/IeCTBHE
nposipeparii ACTPOIIMTOB Pa3BUBAETCSI MeTa/I0dHIIedasHs.
OZHOBpPEMEHHO B TOJIOBHOM MO3T€ Pe3KO CHMXXAETCS
KOJIMYeCTBO LiepeOpo3ua U CyabPpaTuia.
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B TeyeHMe mepBbIX 4—6 MecCsIeB JXU3HU PeOeHOK pPa3BUBaeTCs
HOPMAaJ/IbHO, HAYMHAET CUETh, TT0/I3aTh, Y/IbIOATHCS.
OTMmeyvaeTcs MOBbILIEHHAS] peAKIMs HA BHELIHHE Pa3gpakKuTenu
(1ryM, cBeT) — OT MCIyra 0 MHOKJIOHUYECKHX cymopor. K

6 MecsillaM BO3HUKAeT MbIlleYyHasi TMImoToHusA. CO BTOPOro roga
YKU3HHU OBICTPO MPOTpeccUpyeT HapyllleHHe MOTOPHOTO U
WHTEJJIEKTYaIbHOT'O pa3BuTus. | losBASIOTCS TPYIHOCTHU
KOPMJIEHUS U3-3a HApYLUIeHUs I11oTaHus. Pa3zBuBarorcs
reHepaIM30BaHHbIE aTOHMYeCKue mapannyu. [locre 1’/ mer
MIPOTPECCUPYIOT ITTyXOTQ, CJIENIOTA, CYLOPOTU, MbIIIEYHBIU TOHYC
TOBBILIAETCS A0 MOSABAEHHUS CIIAaCTUYECKUX Mapa/inyei BIUIOTh
o deuepebpauuorHol pueudHocmu. Y MHOTUX OOTbHBIX
OTIUCHIBAIOT «KYKOJIbHOE» JTUIT0: Oie/THast KOYXKA, IeTKUI
pyMsiHell, A/IMHHbIe PeCHULIbI, XOpoliire Boa0ochl. B 9o% ciyyaes
Ha I[JIa3HOM [ He OTipeensieTCss CUMIITOM BUITHEBOU KOCTOYKHU.
bonbHbBIE IeTU YMUPAIOT HA BTOPOM T'OZY YKU3HHU.




GM -2anz2nuosudos mun II (6onesnn Canaxodda,
aMaBpOTI/IquKaﬂ uanotus Canaxodda) Mo KIMHUYECKOM
M TIaTOJIOTOAHATOMHYECKOM KapTHHE UIeHTHYeH O0e3HU
Tes — Caxkca. BcTpevaetcst He TOTBKO B €BpeMCKUX
nomnynsauusax. B ocHoBe ero nexxur gedpuniut pepmMeHTa
rekcozaMuMHHIa3bl A 1 B.

Kak v mpu GM _-ranrinosuose I Tuna xapakrepHo
HaOyxaHUe HeI/IpOHOB C KOHUEHTPUYECKUMHU CI0AMH

LU TOTUIA3MAaTUYEeCKHUX BKIFOUYEHUM, HO py Turie Il BoIe
KOHIIeHTpaLus acnanoranrmnosusa GM B HepBHOM
TKaHH, a TAaKKe ITMKOCPUHTOTUITH/IA B Me3eHXMMa/IbHbIX
TKaHSIX BHYTPEHHUX OPTAaHOB, YTO MPOSIBASIETCS
He3HAUUTeTbHOU renaromeranueii. [luddepeHiinanbHbIN
nrartos ¢ GM -ranmmosuzo3om | TvIa BO3MOXXEH /UL
rnocJie I/ICCJIe,Z[OBaHI/IH MYTaHTHBIX GepPMEHTOB.




FOsenunvHbitt GM -2aHznuo3udos. B ocHOBe ero pasBUTHS
NeXUT JepuiuT pepMeHTa TeKCO3aMHUHUAA3bI A.
DTHUYEeCKasi U30UPaTeIbHOCTh OTCYTCTBYeT. [ lepBhie
CHMIITOMBI TTOSIB/ISTFOTCST B BO3pacTe 2—6 j1eT, OCHOBHbIE
MIPOSIB/IEHUS] — aTaKcus U nu3aptpus. [lo3gHee
Pa3BUBAIOTCS AaTETOUAHbBIE IBYDKEHUSI KOHEYHOCTEH U
CTIaCTUYeCKHe MapaTudu, MPOTrpecCUPYIOIIre 0
nenepeOpaoHHON puruaHocTU. C1enoTa MosiB/sieTCs Ha
MO3JHUX CTaAUSIX O0/Ie3HHU, CUMIITOM BUIITHEBOW KOCTOYKH
HA TJIAa3HOM JIHE OTCYTCTBYeT. TakyKe He OMMCaHbI
rernaToCIIeHOMETaIns, «KyKOJIbHOEe» JIUI0, KOCTHbIE
nepopmanmu. JuddepeHnranbHbplil JUATHO3 MPOBOIST C
apyrumu tunamu GM_-raHrmosuso030B 1
JIeUKOIUCTPOPUSIMH Ha OCHOBAaHUY OMOXUMUYECKUX U
MOJIEKY/ITIPHO-TeHeTUYEeCKUX UCCcieJoBaHu. borbHbIe
FOBeHM/IbHBIM GM -raHIZIMO3UI030M YMHUPAOT B BO3PaCTe
5—15 JIeT BCJIe/ICTBHE MOBTOPHBIX THEBMOHUH.
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GM -2an2auo3udos, xpoHu4eckull mun MPOSAB/ISETCS B
BO3PacCTe OT 4 [0 16 JieT MeJJIeHHO TPOTrpeCCUPYIOLINM
HapylLIeHWueM NOXOAKU. B manpHeuIIeM MOBbILIAETCS
MBILIEYHBIA TOHYC, PAa3BUBAIOTCS MOJIAsI CTOMA, JIerKast
aTAKCHS, IU3APTPHUS, MblllIedHasi aTpodusi
MIPOKCUMAJIBHBIX YaCTer KoOHeYHocTeu. | Ipu aTon
dbopMe raHrIMo3u03a UHTEJIEKT He CHIDKaeTcs. B
JIEUKOLIUTAaX 3HAYMTETbHO CH)KEHA, a B KY/IbType
$nOp006/IACTOB OTCYTCTBYET aKTUBHOCTD
rekco3aMuHuassl A; GM_-raHI/IMO3U/bI B
MOBBILIEHHOU KOHueHTpaLu/II/I OOHAPYXUBAIOTCS B
KJIeTKaX rOJIOBHOT'O MO3Tra, 0COOEHHO B
CyOKOPTHKAIbHOM 00/IaCTH.




bone3Hb HUMMmaHa — lNuka

©® BrnepBbie omrcaHa B 1914 I. HEMEIIKHUM MeJUaTPOM
Humannom (A. Niemann), a B 1926 I. HeMeLKUH
ratosioroaHaroM ITuxk (L. Pick) nokasan mo gaHubIM
I'MCTOJIOTMYECKOT0 UCC/IeTOBAaHHS HO30I0TMYeCKYIO
CaAMOCTOSITE/IbHOCTH 3TOU MAaTO/IOTHUH.

® bonesupr Humanna — [Nuka o6benuHsAET TPYIIITY
CPUHTOMUETONTUITHUA030B, XaPaKTEPU3YIOIIHXCS
HaKoTUJIeHHeM COUHTOMUETUHA BC/Ie[CTBUE
CHIMDKEHMSI aKTUBHOCTHU pepMeHTA
cPUHTOMMETNHA3EI, KaTaTU3UPYIOIIEro TUAPOIU3
chuHTOMHETHMHA ¢ 0Opa3oBaHueM GpoCchHOPHIIXOTNHA
Y LlePaMUIHBIX OCTATKOB.







Tun A (k1accuueckas HH(]gaHTI/IJIbHaﬂ dbopma, ocTpast
HelporaTudeckast opMa) HabmogaeTcst HanboJsree YacTo.
3aboieBaHMe MIPOSBIISIETCS TTOC/Ie POXKIEHHS U XapaKTepU3yeTCsI
MopakeHHeM BHYTPEHHHX OPTAaHOB U II.H.C. Y)Ke B 3 MecsIia
OTMEYAIOTCSI TPYAHOCTH BCKAPMJTUBAHUS, TUTTOTPOQUS, A B

6 MecsiLeB BbISIB/ISIETCS renaTocryieHoMeranusa. Kak mpasuiio,
IedeHb YBe/IMUMBAETCS PaHbllle, YeM cele3eHKa. [leTu
HCTOIIeHbI, XapaKTePHbI OOJIBIION BHICTYHAOIIHHI XUBOT U
TOHKHWEe KOHeYHOCTH. M3 HeBpoornyeckux HapymeHun
OTMeYalOTCsI MbIIIIeYHasi TUTIOTOHMS, YTHETEHHE CYXOXKHTbHBIX
ped1eKCOB, OTCYTCTBHE PEAKIIUY Ha OKPYIKarolllee, OCTAaHOBKA
MOTOPHOT'O Pa3BUTHSI, 3aTEM yTpPaTa y)Ke IIPHUOOpeTeHHBIX
HaBBIKOB. PaHo cHIDKaeTcs cayx. Koxka mpuobpeTtaer
KOPHUYIHEBATO-)KEeITYI0 OKPACKYy M3-3a HapylleHHus OOMeHa
cbuHTrOMMenrHa. [IprumepHO B 50% ciTy4yaeB BBISIB/ISIETCS
BHIITHEBO-KPaCHOe IISITHO B 00/IaCTH YKe/ITOTO MITHA CeTYATKH.
Taxoke onvicaHbI TOMyTHEHHE POTOBUIIBI, KOpDUYHEBOE
MpOKpaIllMBaHUeE TepeaHeN KallCy/Ibl XpyCcTainKa. bonbHbIe meTn
YMHPAIOT OOBIYHO HA TPEThEM IOy YKU3HH.
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[Ipu Tune B (BuciiepanpHas popma, xpoHudeckast popma 6e3
BOBJIeUeHUSI HEPBHOM CI/ICTEMI)IEOCHOBHI)IE KJIMHU4YeCKye TTPOsiB/IeHU ST
Pa3BUBAIOTCS MO3Xe, YyeM npu Turie A. CriyieHoOMeraaus NosBasieTCs B
BO3pacTe 2—~6 JIeT, M03Hee IMTOPAXKAIOTCS IeUeHb 1 ierkue (60IbHbIe
MIOIBEPYKEHBI YaCTHIM MHPEKIUSAM AbIXaTeIbHBIX ITyTeH).
CuMInTOMaTHKa MOPAXKeHUS 1. H.C. OTCYTCTBYET, HAalIPOTHUB, B psifie
CJTy4aeB OTMeYEeHbI BBICOKHE MHTeJIJIEKTyaTbHbIe CTOCOOHOCTH.

[ Ipoao/mKHUTeTbHOCTD YXM3HU He CHW)KEeHa.

Tun C (mogocTpas, roHoIIecKass popMa, XpOHUYECKast
Helpomnaruyeckast ¢opma) MpOosIB/ISIETCS B 1—2 rojia U
XapaKTepUu3yeTcss HeMpOBUCLIepaTbHBIMU HapylleHUssMU. CHava1a
MOSIBJ/ISIETCS TeMaTOCIIEHOMeTaTusl (MeHee BhIpayKeHa M0 CPaBHEHHIO C
tunamu A u B), MoxeT HabmomaTecs xonectas. HeBponoruyeckue
CHMITTOMBI Pa3BUBAIOTCSI HAa GpOHE MOPAYKEHUsI BHYTPEHHUX OPTAaHOB,
OTMEYa0TCsI MBITIIEYHAsI TUTIOTOHUS, MMOBBIIIIEHUE ITyOOKHUX
CYXO)XXUTbHBIX peIeKCOB, KOTOPbIE CMEHSIFOTCSI CIIACTUYECKAM
Mapa/IMdoOM, a TAKXKe UHTeHLIMOHHBIN TPEeMOP, YMepeHHasl aTaKCU4,
Cyaoporu. bosbIIMHCTBO OOTBHBIX TOTHOAET B BO3pacTe 5—15 JIeT.




bone3Hb [owe

® 1IoKOIIepeOpPO3UIHBIN TUMHUA03, ITI0KOIepeOpo3ua03 —
OJTHO W3 HanOoJiee YaCThIX HAC/IeICTBEHHBIX HapyIlIeHHU
TJTUKOJTUTTMIHOTO oOMeHa. [IpenmosaratoT, 4To B OCHOBe
6osie3HU [ol1Ie /1e)KaT asiie/IbHbIE MyTallH T€HOB,
KOAUPYIOIIUX T/TIOKOIlepeOpo3u1a3y — pepMeHT,
KaTaTU3UPYIOLIUN TUAPOTUTHYECKOe OTIIeTIeHHhe
TJTIOKO3bI OT TTIOKOIIepeOpo3Ka, KOTOPhIM HaKaIlJIMBAeTCs
B Pa3/IMYHBIX OPraHax U TKaHsX. BriepBbie 60ILHOTO € 3TOM

raTosIoTuen onvcan ¢paHirysckuii gepmatosor [omre (Ph.
Ch. E. Gaucher) B1882 .




bones3Hb [ owe
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Tun [ (xpoHHYeCKH, WK B3POCIIBIN, HEHPOIIATUYEeCKHIA)
XapaKTepUus3yeTcs pa3BUTUEM CIVIEHOMETa/IuMU BCKOPe I10c/Ie
POXJeHUs. B psize ciiydaeB BO3SMOXXHBI SIBJIEHUS TUIIEPCIUIEHU3MA C
TPOMOOLIMTOTIeHH e, aHeMHUEel, TeKOoTIeHel, MMOBbIIIeHHAs
KPOBOTOYHMBOCTD. YyTh ITO3)Ke OOHAPY)KUBAETCS TerlaToMeraiusl.
KocTHbIe HapyllieHHs BKIIOYAIOT MPUCTYIBI 00/Ief B KOCTSX, AJISIIHAECs
THAMU U HeJie/IIMH, TTIepeJIOMbI, pacIIMpeHre YaCcTH OeIpeHHOU KOCTH
M ACeNITUYeCKU HEeKPO3 ee rOJIOBKU. B 0CHOBe 3TUX CUMIITOMOB JIEXKAT
CUJIbHOE PaCIIMPeHre KOCTHOMO3TOBOU MOJIOCTH U YBeJIMYE€HHEe MACCHI
KJIETOK, HAaKaIlJIMBAIOIIMX TTIOKoepeopo3ua. BoamoyxkHa
MHPUIBTpAlMs MakpodaraMu JIeTKUX U cep/ia, TPUBOASIIAS K
JIETOYHOU T'MIEePTEeH3UU U NPEeAPACIOIOXEHHOCTHU K PA3BUTHUIO
IMTHEBMOHHH. Y HEKOTOPBIX OO/IBHBIX B O0jIee cTapiiieM Bo3pacTe
OTMEYaeTCs XXeATO-KOPUYHEeBAsi MUTMEHTALUS KOXXH JIMLA YU HIDKHUX
KOoHevHOoCTel. YacTo 00HApY)XUBAIOT XKeJITO-KOPUYHEBbBIE YYACTKH
YTOJILLIEHUS POTOBULLbI. HeBposornyeckass CAMIITOMAaTHUKA
OTCYTCTBYeT. bo/ibHbIE JOXXHUBAIOT O CpeJHEr0 BO3PacTa, XOTS
MPOJO/DKUTETBHOCTD YXU3HU CUJIBHO BapbupyeT. TeyeHue
3a00/1eBaHMS MeJlJIeHHOe TTPOorpeccupyloliee.
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Tun II (ocTphIit MHGAHTHUIBHBIMN, OCTPbIN HEHPOIIATUYECKUIT) MOXKET
pa3BUBAThHCS CPa3y MMOC/Ie POXKIEHUS U 10 18 MecsilieB (B OCHOBHOM B

3 Mecsitia). HavasibHbIe MposiBieHUst — C1a0bIi KPUK, BSIJIOE COCAaHUE,
oTcytcTBHe pedekca Mopo, remarocriieHoMmeranvs. Y geTeid
BBISIB/ISIETCSI KOCOT/Ia3ue, 3aTPYAHSIeTCS II0OTaHKe, TOI0BA HAXOAUTCS B
nonoxxeHuu perpodexkcun. K g Mecsitiam pa3BuBaloTCs CriacTuyeckue
MapaInyy C TTOBBIIIEHHBIMU CYXOXXUIbHBIMU pediekcaMu, KITIOHyCOM U
PUTHIHOCTBIO MbILIL,. B pegkux ciaydasx orMedarTcs cygoporu. Bee
OoJiee TIporpeccupymolye OyibOapHbIe HAPYLIeHUs] TPUBOJST K
cMepTU pebeHKa B pe3y/IbTaTe TOBTOPHBIX MTHEBMOHHWU B BO3pACTe OT

1 MecsIIia 70 2 jieT (CpeIHUM BO3PacT — Q MeCSIIEB).

[1I i (*oBeHUIbHBIN, MU TTOAOCTPBINA, HEHPOIIATUYeCKUiA)
MPOSIB/ISIETCSI HA BTOPOM T'OJly YKU3HHU CIJIEHOMerainei.
[enaTomerasnus BpIpa)keHa yMepeHHO. 3a 3TUM C/IefyeT «IepHOf,
MOTYaHUSI» TUTETbHOCTBIO OT 3 JI0 7 JIET, 3aTeM BO3HUKAIOT SIBHbBIE
HeBpOJIOrMYecKye HapylieHus. HeBpomoruyeckre CUMIITOMBI
(Kocor/ia3ue, crlacTUYeCKHe MapaaTuyu, aTaKCHs, CYIOPOTH) BbIPAXKEHbI
He pe3ko. CMepTh 0OBIYHO HACTYIIAET Yepe3 2 TOAA MOC/Ie MOSIBIeHUST
HeBPOJIOTMYeCKUX HapyLIeHU.




———————
bone3Hb ®abdbpwu

® muddPysHas yHuBepcabHASI aHTHOKEPATOMa,
HacjieICTBEHHbBIVM TUCTOHUYECKUU JIMITNA03 —
BPOXXAeHHbBIN JedpeKT KaTabo/M3Ma ITUKOCPUHTOTUITHIOB
c mpeoOsiajaHreM IopakeHus rmouek. OmnrcaHa BIiepBbIe B
1898 I. aHITTMUCKXUM JePMATOIOTOM AHIEPCOHOM
(Anderson) u HemelikuM aepmartosaorom ®abpu (Fabry).

® bosnesnr Pabpu 00yc/10B/IeHA HEJOCTATOYHOCTHIO
JIN30COMHOM T'HIPOJIa3bl — A-TAJIAKTO3UAA3BI A,
HaceayeTcs mo X-clielJIeHHOMY pelleCCHBHOMY THUITY, B
CBSI3M C YeM KJIMHUYEeCKasi CMMITTOMATHKA MTPOSIB/ISIETCS Y
JIAII MY>XCKOTO TToJ1a. [eH a-raslakTo3uassl A JIOKa/IM30BaH
Ha JJIMHHOM IJIede X-XpOMOCOMBI X(22 © q24.




e

borne3Hb ®abpu

2
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Y roMOo3UTOTHBIX MY>XYHH 3a00/1eBaHM € TIPOSIB/ISIETCS B € TCKOM
BO3pacTe WX Y MOAPOCTKOB TaK Ha3bIBaeMbIMH Kpu3amu Padbpwu,
XapaKTePUIYIOIMMUCS MYUYUTETbHON OOKUTAOIIEN OOTBIO B TaZOHSIX
1 ctomnax [Ipuctymsr 60/1€l MOTYT JJTUTHCSI HECKOIBKO THEH,
COTIPOBOXIATHCSI HEOOBIION TxopaKoit 1 oBbimeHreM COD.
MHorza omrmb09YHO JUArHOCTUPYETCST peBMATH3M. AKpOTapacTe3nuH C
BO3PACTOM CTAaHOBSITCSI O0Jiee YaCThIMU U TSDKETBIMU. B meTckom
BO3pacTe OTMEYAITCS XapaKTepHbIe st 60/me3HU Pabpu mopakeHusI
KOYXM — aHTMOKEPATOMBI (Te/IeaHT'MOKTA3U U UTU MajIeHbKHe
MIOBEPXHOCTHBIE aHTIOMbI ), KOTOPBIE JIOKATU3YIOTCSI CAMMETPUYHO Ha
Oexpax, CrivHe, ITOAWIIAX, HAPY)XHBIX ITOJIOBBIX OPTaHAaX, B 00/1aCTH
KOJIEHHBIX CYCTAaBOB M MTyNTKa. AHTMOKEePAaTOMBbI MOTYT OBITh TIJIOCKUMU
WJIU HECKOJIBKO BO3BBILIAIOIIMMMCS HaJZl, TOBEPXHOCTBIO KOXH, OT
TeMHO-KPaCHOTO 0 TOy0OBAaTO-4ePHOTO 1IBeTa, He O1eJHEeI0T pU
HAaJaB/IMBAHMM. XapaKTePEeH I'MIo- UINA aHTUAPO3 KOXU. Bo3aMOoXXHO
TaK)Ke OPaYKeHHe CTU3UCTON 000/I0YKH POTOBOM MOIOCTH U
KOHBIOHKTHUBBI. HabmomatoTest pacuimpenvie ¥ U3BUIMCTOCTD
CeTYATKHA U KOH'BIOHKTHUBBI, IOMYTHEHHE POTOBUILIBL.




C Bo3pacToM yBeTMUYUBAETCS HaKOTIeHNe COUHTOT/TMKOTUITHIOB U
IJIMKONIPOTENA B OpraHax CepAevYHO-COCYIUCTOU CUCTEMBI U ITOYKaX.

I IoABASAIOTCA CUMIITOMBI CTEHOKAPZAHWH, TOPAXKAIOTCS KJIAIIAHbI CepALa
(MUTpasIbHAsA HEJOCTATOMHOCTH U CTEHO3 A0PTHI), Pa3BUBAIOTCS TUIIEPTPOHS
JIEBOTO YKeNmyZlouKa, ”THPAPKT MHUOKapAa.

Hab6monaroTcst mpoTenHypusi, CHYDKeHHE PUIBTPALIMOHHOM CITOCOOHOCTH
noyeK. Bo3MOXXHO pa3BUTHUE XPOHUUYECKOU MTOUYeYHOU HeZJOCTaTOUYHOCTH.
ApTepuanbHasi TUNIepTEeH3USs &O—BH,LLI/IMOMy, TIOYEYHOTO ITPOUCXOXKIEHHSA)
YCUTMBAET HapYLIEHUsI CO CTOPOHBI CepAIa ¥ CIIOCOOCTBYET MOPAXKEHHIO
MO3TOBBIX COCYZ0B. llepeGpoBacKynsspHbIe MPOSBI€HUS BKIIOYAIOT TPOMOO3,
aHeBPHU3Mbl, UHOI/Ia KPOBOU3IUSIHMS, YTO IPUBOJUT K BO3HUKHOBEHUIO
CYZAOPOT, TeMUTIeTHH, ada3ru; BO3MOXKeH NCUX03. FI3MeHeHMs CO CTOPOHBI
YXeTyAOYHO-KUILIEYHOTO TPAaKTa XapaKTEePU3YIOTCSI TOLUHOTOM, PBOTOMH,
nuapeeit, 6osssMu B )xuBoTe. OTMevaroTes AepopMaiivs TUCTATbHbBIX
MeXX(aTaHTOBBIX CYCTAaBOB, ACENTUYECKUH HEKPO3 TOJIOBKH OeIpeHHOMU U
TAPAaHHOM KOCTEM, BBIPAXXeHHBIN OCTeONOPO3 MO3BOHKOB. BO3MOXXHBI
TAIMIOXPOMHAsi MUKPOLIUTAaPHAsi aHeMUs, 3aJleP)XKa POCTA U MOJI0BOTO
co3peBaHus. CMepTh HACTyMaeT OT YPEMHHU WU COCYAUCTBIX TIOPAYKeHU M
cepAlia ¥ TOJIOBHOTO MO3TA OOBIMHO Ha 4-M JeCSITHU/IETHUH KU3HH.

Y reTepo3UroTHBIX KEHIIIMH CUMIITOMBI 3a00/IeBaHUSI MOTYT OTCYTCTBOBATh, Y
OOJIBIIMHCTBA HOCUTE/TbHUI] TeHa 60/1e3HU Pabpu HAGTIOAAIOTCSA KOXKHBIE
MIPOSIB/IEHUS M TIOMYTHEHVE POTOBHIIbI, THOTJA CUMIITOMbI OOJIE3HU
BBIPAYKEHBI TaK JKe, KaK Y My>X4HH.




bonesup Kpa6oe (rmobonaHo-Ki1eToqHas

nevikoarcTpodusi) — OBICTPO MpOrpeccupyioiiee
neMueTMHU3HPYIOIlee JereHepaTHBHOe 3a00/ieBaHue II.H.C. Tur
HaCJIeJOBaHUSI — ayTOCOMHO-pelleCCUBHBIN. B ocHOBe 60/1€3H1
JIEXXUT CHIDKEHHE aKTUBHOCTH pepMeHTa
rajlaKTO3MIIepaMUi-b-raslaKTO311a3bl, KOTOPBIN B HOpMe
paciiervIsieT raJlakToepedposu/ I 10 IlepaMUia U TaJIaKTo3bl. B
rOJIOBHOM MO3re, eYeHH!, ce/ie3eHKe, MMOYKaX, TeHKOIIUTAX,
burOpobIacTax HAKATUTMBAIOTCS Fa/IaKTOLIepeOpO3U/I U €ro
IPOM3BOAHOE Mcrx03uH. KordecTBo mocieiHero moBbIaeTcst
B 10—100 Pas, YTO OKa3bIBaeT TOKCUYECKOE BO3IeHCTBYE Ha
OJINTOJEHAPOI/INAIbHBIE KJIETKH, GOPMHUPYIOIIYE MUETHHOBYIO
000/104Ky. B 30Hax AeMue TMHU3AIN BOKPYT MeTKHX
KPOBEHOCHBIX COCYAOB Oeioe BeleCTBO COEPXKUT OOJIbIIOE
KOJIMY€CTBO IMIOOOUIHBIX THCTUOLUTOB (Makpodaros).
YMeHbllIeHHe OJTUTO/IeHAPOT/TUAIbHBIX KJIETOK COMPOBOXXAAETCS
rro3oM. [leprudepuyeckrie HepBbI MOABEPralOTCSA AKCOHATBHOM
IereHepalvy C HAKOTJIEHUEM MTeHUCThIX THCTHOIIUTOB.
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Kak nmpaBuJio, nepsble KJIMHUYECKWEe CUMIITOMBI MOSIBISIFOTCSI HA YeTBEPTOM
Mecsitie )Xu3HU. OTMeYaroTCs MOBBIIeHHast BO30YyIUMOCTh Y MbIILIeYHasI
runepToHus. Bepxaue u HIDKHYE KOHEYHOCTH y OO/TBHBIX IeTel HaXOASATCS B
PA30THYTOM COCTOSTHWH, KY/IaKU CKaTbl. BCKOpe CTAaHOBUTCS 3aMeTHOM
3aJleP)XXKa ICUXOMOTOPHOTO pa3BuTus. [lo3gHee pasBuBaroTcs
MHOKJIOHAYEeCKHEe CYLOPOTrH, FreHepajTn30BaHHasl JBUTraTe/lIbHAs PeaKys Ha
CJTyXOBbI€ PAa3PAKUTENH, CTACTUYECKUN TeTpanapes, MOBbIIeHHe ITyOOKUX
CYXOXXHTbHBIX peIeKCOB, TP UCC/IeIOBAHUHY I/TA3HOTO THA BBISB/ISIOT
atpoduro 3puTenbHbIX HepBOB. [IposiBieHMs nepudepriecKol HeUpPoOaATHU
BCTPEYAIOTCS JIMILIb B OTAE/IBHBIX CTydasix. B mocsienyrooiuemM pa3BuBalOTCs
XapaKTepHbIe ITyOOKHe YMCTBEHHbIE PAaCCTPOMCTBA, BSUTBIN TeTparapes,
CHIDKAIOTCS CYXOXKUIbHBIE pedIeKChI, MbILIeYHast TUTIEPTOHUS CMEHSIETCS
TANOTOHHEN. bobHBIe yMUPAIOT B BO3pacTe OT 7 MeCsILeB [0 3 JIeT.

JlnarHo3 0CHOBaH Ha KJIMHUYECKOM KapTUHeE, TTOBBILIEHUH COJePXXaHUs OelKa
B 1[epeOpOCITMHATbHOM XUAKOCTH, BbISIBIEHUU CHIDKEHU S aKTUBHOCTH
rajlaKTO3MINepaMui-b-ramakrosugassl. JnddpepeHumanbHbIi TUarHo3
MPOBOASAT C APYTUMU pOpMaMU TIEHKOJUCTPOPUN Ha OCHOBAHUHU
ovoxuMu4deckoro aHaau3a. Crreruduyeckoe jevyeHre He pa3pabOTaHO.
Bo3Mo)xHa nmpeHaranbHas guarHoctrka 6ome3nu Kpab6e mytem mcciemoBaHust
B Ky/IBTUBUPYEMbIX aMHUOTHYECKUX KJI€TKAaX aKTUBHOCTH
raJIaKTO3M/IIEePAMHU/I-b-TamakTo3M1a3bL.




