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BOJIE3HU KJIETOYHBIX OPI'AHEJIJ (JIEKIOHUSA 13)

Hox.

Cemuncruii.

(UpkyTckuil TOCYyapCTBEHHBIH MEIMIMHCKHI YHUBEpCHUTET, pexTop - akag. MTA u AH BII a.m.H.. npod.
A.A. MaiiGopona, Kypc MEAMIMHCKON TeHeTHkH, 3aB. - mpod. N.JK. CeMmuucknii)

Peswme. PaccmaTpuBalwTcs peako BcTpevatwwmecs GopMbl MOHOFeHHbiX 3aboneBaHuin,

KOTOpble

nmewT obwue 4YepTbl nNaToreHesa, CBA3aHHble C HapyuweHuem obmeHa BewWeCTB M HAKONNEHWEM B
KNeTOo4YHbIX OopraHonaax onpeneneHHblX CYGCTpaTOB. B KpaTKOﬁ (bopme n3narawTcsa GuoxmmMuyeckume,

natToreHeTn4yeckne " KiMHMYeCKne OCHOBbLI TITMKOreHoO30B,

MyKononucaxapmnao3oB, MyKOnuMnungo3oB,

CCbI/IHrOI'II/II'II/IﬂOSOB, MUTOXOHAPpUa@nNbHbIX U NEPOKCUCOMHbIX bonesHen.

KawueBbie ciaoBa: nekyus,

JInzocoMmanbHEIC OOJE3HN HAKOMIICHHS
Berpeuatores co cpenneir wacroroit 1:10 ThIic.
HOBOPOX/ICHHBIX. HacUUTBIBAETCS HECKOIBKO AECAT-
KOB HO30JIOTHUECKHX (HOopM.
Myxkononucaxapunossl  (MIIC) - rereporeHHas
rpynma 3a0oJeBaHWil, CBA3aHHBIX C TEHETHYECKH
00yCIIOBIEHHBIM HApYyUICHUEM MEPCBAPUBAHUS B JTH-
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KNeTo4YHble opraHennsbl,

60Ne3HNn MOHOrEHHLIE.

3ocomax ramko3zamuHoriankaHo (IAT). TIpm MIIC
TMPOUCXOUT HAKOIJICHHE B KJIETKaX M W30BITOYHAs
skckpeuus ['Al: remapan-, aepmaraH-, KeparaH-,
XOHJIPOUTHHCYIb(aTel. OHU SABISIOTCS CTPYKTYPHBI-
MH KOMIIOHCHTaMHW KojuiareHa. bonasmmuHcTBO MIIC
HAcCIEIYITCS 10 ayTOCOMHO-PEIECCUBHOMY THITY.
WcknoueHne cocTaBisieT TOJNBKO CHHAPOM XaHTepa



(X-cuemyieHHbIH peneccuBHbIM Tum). OOUIME KIUHH-
yeckue 4epTsl MIIC: Hauano 3a0ojeBaHUs B NEpBbIC
5 IleT KHU3HU, 3aJepKKa POCTA, KAPIMKOBOCThb, KOH-
TPaKTyphl CYCTaBOB, KHU(OCKONHMO3, MAacCCHUBHBIH de-
pen ¢ riy0OKMM M YIJIMHEHHBIM TYPEUKHM CEIJIOM,
KOpOTKas Iuesi, AeopManusi rpyJHON KIETKH, Beclo-
o0pasHbie pebpa, ykopoueHHe TpyO4YaThIX KOCTEH,
rpyOble 4YepThl JHUIa, NOMYyTHEHHE POTOBHIBI, Tema-
TOCIIJICHOMETaJHsl, 3aJepikKa ICUXMUYECKOTO pa3BH-
THS, TIIyXOTa, TPBDKHU, MOPOKU CepAla, TIUKO3aMH-
HOTJMKaHypusi. JIaHHBIH CHMITOMOKOMIIJIEKC MOJY-
YU Ha3BaHUE "Tapromynusm" u3-3a PEeHOTHUIHUYECKOTO
cxoicTBa OONBHBIX C (UrypamMu raproji-ypojaues,
n3o0paxxeHHbIX Ha (acage cobopa Ilapmwxckoir bo-
romatepu. PasnuvaroT 7 ocHOBHBIX hopm MIIC.

1.MIIC I tunma unu cunapom ['yprnep. CompoBox-
JaeTCsl CHIDKEHHON aKTHUBHOCTBIO anbda-Tuaypo-
HUJa3bl U HAKOIUICHHEM B TKaHAX JepMaTaH- U
renapaHcyiabdatoB. ['eH JIOKanu30BaH B CErMEH-
Te 4pl6. KnuHuueckass kapTuHa: Oosblias rojo-
Ba, 3alaBlias NEpPEHOCHLA, THIEpPTENOpHU3M, TH-
epTpuxo3, JomnaTooOpasHbie 3yObl, OOJbLIONM
SI3BIK, TOJICThIE T'yObI, HOC, ILEKH, PUHUT, KOPOT-
kasi mesi. poct mo 120cMm, aedopmanus KocTeu,
KJICIIHEBUHAS pyKa, CINIAHXOMETAJIUs. aTepoMa-
TO3 COCynOB, rumeptpodus Muokapaa, Tyromo-
IBIDKHOCTh CycTaBoB. 3aboyieBaHHE HEYKIOHHO
MIPOrpeccupyeT, MallbuuKU OOJICIOT TsKelee, YeM
JIeBOYKH, HWKHSS TOJOBHHA Tela cTpaaaeT 00Jib-
e, 4yeM BepxHsASA. [IpogoinKUTeNbHOCTh JKU3HU -
no 10 ner.

.MIIC II tuna wunu cunapom XanTepa. X-cuel-
JICHHBI pELEeCCUBHBIN TUIl HaciegoBaHus. [eH
nokanu3oBaH B cermeHTe X(q25.3. Teuenue m006-
pOKAauyeCTBEHHOE, O JABYX JIE€T BBIPA)XXCHHBIX KIIU-
HUYECKUX MPU3HAKOB MOXET He HabnoaaTbes.
[IponOKUTENBHOCTE KU3HH OOnbllle, 4eM IpH
npyrux MIIC. BosbHbIC Yalle Bcero Morudarot
OT CEepIeYHO-COCYJUCTONH HEJOCTAaTOYHOCTH B
Bo3pacTte a0 20 nmer. Cunapom XaHTepa cOmpo-
BOXKJAETCSd CHUKEHMEM aKTHUBHOCTU L-uaypo-
cynbdarcynbhaTassl ¥ OTIOKEHHEM B TKaHIX
nepMaTaH- W TremnapaHcyinbgartoB. o OByX JeT
HaOnronaroTcs Makpouedanusi, HaxoBble W Iy-
[IOYHBIC TPBDKM, PUHUTBI, ULIYMHOE JAbIXaHUE
BCIIEACTBUE OOTYpaluu BEpPXHUX JbIXaTelbHbIX
nyTeil. [locne aByxieTHero Bo3pacTa MOSBISIOT-
csl yTOJIIEeHHE Ho3Ipeil, ryd U sA3bIKa, TYrOIO-
JIBHOKHOCTb CYCTaBOB, 3aJiepiKKa pocTa, THUIep-
TPUX03, TeNaTOCIJIECHOMETalus, yTOJIIEHHAs KO-
’Ka, KOPOTKas Lies, pelKue 3yObl, yMEpEeHHOE BO-
poHKOOOpa3HOe BAaBJIEHHE TPYAHON KIETKH,
nuapes” cynoporu. MWHTennekT coxXxpaHeH, BO3-
MOXHBI M3MEHEHHUs ICHUXUKHU. KMerTcs cnabo
BBIDQKEHHBIC H3MEHEHMS KJIalaHHOTO anmnapara
cepaua.

.MIIC I tuna wiu cuaapom Candumnuno. B 3a-
BUCHMOCTH OT MEPBUYHOTO OHMOXUMHUYECKOTO Je-
(dexra BeimensitoT 4 Bapuanta: A (meduuut rema-
paHcynbbartassl), B (medpuuur N-aunetunanbda-
riaoko3amMuaraasel), C (He@uuUT TITHKO3aMUH-
N-aneruntpancdepassl), D (meduuur N-aneruin-
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rIK03aMuH-6-cyibdatcynbpatassl).  IIpogon-
KUTEJNbHOCTh JKU3HU He mpeBbimaet 20 net. [en
BapuaHTa D 5okanu3oBaH B cermenrte 12ql3.4.
PanHee pasBuTHe naerell HopMmanbHOoe. MaHude-
cranusi 3a0osieBaHUsl HauMHAeTCs B 2-3-X JETHEM
Bo3pacTe. TUNUYHBIE KIMHUYECKHUE IMPOSBICHUS:
HapylLIeHUe TCUXHKH U TMoBedeHus (Bo3Oyau-
MOCTb, HECIOCOOHOCTH K COCPEJOTOUYCHHUIO, ar-
PECCUBHOCTb, HapylleHHEe CHA), CHI)KCHHE UH-
TeJJIeKTa. CHacTU4ecKas IUIUIeTHs, TenaTocIie-
HOMeTalus, CHIDKCHHE CIIyXa, YTOJIIEHUE KocTeil
yepera, IOBBIIICHAa DKCKpeuus renapaHcyibdara
¢ MO4YOH. ['MCTOXMMHYECKH PETHCTPUPYETCs OT-
JO)KEHUE MeTaxpoMaTHYECKOro MaTepualia B
¢ubpobdiacrax u nuMpOIUTAX.

. MIIC 1V tuna unmu cuagpom Mopkuo. Beigensitor

noATHnbl A (AehuuuT ranakro3zaMuH-6-cynbhaT-
cynbdaraszpl) u B (meduuur OeTa-ramakTos-
uaasel). B TKaHSAX OTKJIAAbIBACTCS KEPATUHCYIIb-
¢bar. T'en moxrunma B nokanu3oBaH B CerMeHTe
3p21.1. Ha BTOpOM roay HauyWHAETCS OTCTaBaHUE
B pOCTE U MOSIBISIIOTCS CKeJeTHbIe nedopManuu
(kudockonnos, BeIOyXaHHEe HIKHUX pedep, Balb-
rycHasi aedopMauusi KOJEHHBIX CYCTaBOB), TYJIO-
BULIE KOPOTKOe. MHTeNneKT OOBIYHO COXpaHeH.
OTmeudaeTcss 3HaAYMTeNbHAs 3afepxka Gusnue-
ckoro pasButus, nup@dy3Hoe MOMYTHEHHUE POTo-
BULBL. TUNEPTPODUS HIDKHEH YeNIOCTH, TYTOIO-
JIBIDKHOCTh KPYITHBIX CYCTAaBOB, MEJKHE Kapuo3-
Hble 3yOBI, CHIDKeHHE ciyxa, Kk 20 rogam pas3Bu-
BaeTCs HEJ0CTaTOYHOCTh AOPTaJbHOTO KiamaHa.
CMepTh OOBIYHO HACTyNaeT OT CepJedyHO-Jerody-
HOW HEZOCTAaTOYHOCTH.

.MIIC V tunma unu cunnpom lleite. Knuanuecku
HanmomuHaer MIIC | tuma. I'eH nokanu3oBaH B
cermeHTe 4pl6.

. MIIC VI tuna unu cuaapom Mapoto-Jlamu. Jle-
¢buuutr  ¢pepmenta  N-a CTUI-TaJIa KTO3a MUH-4-
cynbdarcynbdaTtaspl. B TKaHIX HaKalIuBacTCs
nepMaTtaHcyibdar. DEHOTUNHYECKH HATIOMUHACT
MIIC I tuma, HO HMHTENJIEKT HE CHUXKEH. I'eH jo-
kanuzoBaH B cermeHTe 5qll.2. OrcraBanue B
pocTe HauumHaeTcs K 2-3 ToxaM, MOITHOCTHIO Typ-
JIEPOBCKUN CHUMITOMOKOMIIIEKC pa3BHUBAaeTCs K
LUIKOJIbHOMY BO3pacTy. bojbHbIC M[OrudawT B
Bo3pacte g0 20 mer.

.MIIC VII tuna wiu cuagpom Crnas. [deduuur
(bepMeHTa TIHOKYPOHUIA3bl. B TKaHSX HaKalljau-
BAIOTCSl JepMaTaH-, remapaH-, XOHIPOUTUHCYIb-
¢bartel. @enorunudecku HanmomuHaer MIIC 1 tu-
ma, HO uMmeeT OoJjiee AOOpPOKAYECTBEHHOE Tede-
Hue. ['en nokanuzoBan Ha 7q21.11. Knunnueckas
XapaKTEepUCTUKA: TpyOble UepThl JUIA C TUIIEPTE-
JIOpU3MOM, 3amlaBIIasi MepeHOCHla, TemaToCIuIe-
HOMeETanus, MyHNOYHbIE W IMaXOBble TPBDKU, HH3-
KUl pOCT, KWUJIeBUAHAs TPyAHAs KIETKa, Kocoja-
MOCTh, MOBTOPHbBIC JIETOYHBIC WH(EKIIHH.
[JIMKOTEeHO3bl - TpYyINa HAcleACTBEHHBIX O00e3-

Hell oOMeHa MoJucaxapuaoB, pa3BUBAIOIIUXCS B pe-

3ynbTaTe HApYLICHUS CHUHTE3a WIM paclajaa TIUKOTe-

Ha Ha MoHocaxapa. llpm 5>ToM HOpManbHBIM U aHO-

MallbHBIM TJIIMKOTEH HaKaljuBaeTCs B KJIETKax Ieue-



HU U Jpyrux opraHoB. M3pecTHo 11 THMIOB rimkore-

HO30B, B OCHOBHOM HAacJIeIYIOLMNXCSI MO ayTOCOMHO-

peueccuBHOMy Tuny, kpome IX tuma (X-cuemniaeHHOe

HacnegoBanue). I'mukorenossl XIII-XI TumoB BcTpe-

YalTCsl KpallHe PeiKo.

1. Tnukoreno3 I tuna unm Gonesub ['mpke (medekt
roK030-6-pocdaTtassl). MUHUMANIBHBIC AHATHO-
CTHYECKHE NMPU3HAKHU: OTCTaBaHUE B POCTe, Tema-

TOMCTaNUsl. THUIOTJIUKEMHUs, TUIIEPIaKTAUACMHUSI.
XapakTepeH BHELIHHMII BUA OOJBHBIX: OOJbIIAs
ronosa, "KyKoJbHOE" NHUIO, KOPOTKas IUes. BHI-
cTynaromuii KuBoT. MHTennext HopmanbHbid. C
BO3pacTOM MOXET Pa3BUTbCS mojarpa. [ umornu-
KeMHI0 ¥ KETOAlUWA03 YCUJIMBAIOT BTOPHYHBIC
nHpexunn. OTMeyalTCsi HOCOBBIE KpOBOTEYe-
HUSI, MBILICYHAss TUIOTOHMS, KOXXHBIM KCaHTOMa-
TO3.

. Tnukorenos Il tuna unu 6Gonesus I[lomne (aedu-
muT anbda-1,4-rnuko3uaassl). ['eH J0KaIU30BaH
B cermeHTe 17q21.5. Pa3znuuaroT MIaJieHYECKYIO
("cmepTh B KONBIOEHH"), NETCKYH H B3POCIYHO
¢dbopmbl. KnmHnyeckas XapakTepHCTHKA: BbIpa-
JKEHHasl MBbIlIeYHasi THIOTOHMS, KapAHOMeraus,
MaKpoTJjoccHs, rematomeranus. Yaiie Bcero IeTH
noru0arT Ha 1-M Troay >KHU3HU OT PEe3KOW THUIIOT-
JTUKEMUU.

. Tnukoreno3 III Tuma (JUMHUT ACKCTPUHO3) WU
6one3np ®Popbca (Kopu) (mebuuur amwumno-1,6-
rnoko3uaassl). KnuHudeckas kapTHHA CXOJHA C
rnukoreHo3oM I tuma. Kpome Toro, otrmedaroTcs
runepTpodus OTIENbHBIX MBILICYHBIX TPyHI |
MUOKapjaa, HapyleHUs CepAeYyHOl MpPOBOIUMO-
CTH U KOpPOHAapHOTo KpoBooOpauieHus. I[Iporxos
JUISL JKU3HU XOPOIIMH, T.K. K myOepTraTHoMmy me-
puoay mporpeccupoBaHue 3a00eBaHUs 3aMeaisi-
€TCsl, pa3Mephl MEeUCHU YMEHBIIAKTCS.

. I'nukorenos IV Tuna (aMuIONEKTHHO3) Wi 0O-
ne3Hb AHJepceH. HaOmonaercs neduuut amuio-
1,4,1,6-TpaHcrioKo3uaa3bl. B KiIuHHKE Opeold-
NaJalT OTEKH W CUHAPOM IEeYEeHOYHOIl HeaocTa-
TOYHOCTH.

. I'nmukoreno3 V tuma wiu 0Oonesnb Mak-Apana.
Nmeetcst aedpuuut MbimedHod ¢ochopunassl.
Knunnueckass kaptuHa: wMaHubecrauus B 7-
10 mer. mblweyHas cinaboCcTh, THIOTOHHUS, BHEII-
HUIl BHUJ He W3MEHEH, IeUeHb He YBEJIHYCHA,
MPUCTYIBl TUINOTJIUKEMHUH He HAaOII0Jal0TCs.

. I'nmukoreno3 VI tuna wmnu Gone3ub [epca. Ha-
onopaercs nepuunut dochopunazsl neuenu. Jlo-
KalM3auus reHa mnpeanojaraercss B 14 xpomoco-
Me. KnuHuyeckue mnposiBIeHHs: TemaToMeraius,
OTCTaBaHWE B pOCTe, "KyLWIMUHTOWAHOE" NHUIO, TH-
MOTITKEMUSI.

. Tnukorenos3 VII tuna wunum Gonesnp Tapyu (ne-
¢buuur dochodpykToknHaser). Jlokanuzauus re-
Ha npeanosaraetcsa B 1q32. Knunuueckass kapTu-
Ha XapakTepusyercs OOJe3HEHHBIMH TOHHYECKH-
MU cyjpoporamMu mnocie (U3MYecKoi HarpysKu.
Cynoporu MOTYT CONPOBOXKIAThCS TOIIHOTOM,
0onsiMU B KMBOTE U NPUBOAUTH K MHOTJIOOMHY-
pun. ['unepiakTanuaeMus OTCYTCTBYeT.
ChuHronnnumosst HacJeJCTBEHHbIE 00JIe3HU
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oOMeHa NUOUAOB, OOYCIOBJICHHBIC HapyLICHHEM Ka-
Tabonu3Ma COUHTONUNUAOB, OCHOBY KOTOPBIX CO-
CTaBJISIET aMUHOCIUPT COUHTO3MH W €ro MpOU3BOJ-
Hble (UepaMubl, 1epeOpPO3UaAbl, CHUHTOMUEITUH).
OcHOBOI maToreHe3a CQHUHTOIUNUA030B SIBISCTCS
reHEpaAIN30BaHHBIM pacnaj TaHTJIMO3HBIX KIETOK U
BTOpUYHas aemuennHusanus. OcoOCHHOCTH pacmpe-
JICJICHUS] OTACIbHBIX COUHTOIUNUIOB, a TaKKE ypo-
BeHb (hepMEHTHOro OJI0Ka ONpeAelsioT pasHoobOpasue
Ho3oJoruueckux ¢opm chunronunugo3os. Counro-
nunugo3sl ¢ nopaxenuem IL[HC genstes Ha nBe
[PYIIbL € OPEUMYLUICCTBCHHBIM HapyLICHHEM 00Me-
Ha MHeIUHA 0eloro BEUIeCTBAa M C HNPEUMYILICCTBECH-
HBIM HapyueHueM oOMeHa 0epeOpo3uIoB Ceporo
BEILECTBA.

nporpeccupytomee ciaado-
yMHe, JBUTaTeNbHbIE PAacCTPOMCTBA, IMOPa)KCHHE
OTIOPHO-JBUTATENILHOTO allllapaTa, KOXMU, CETYATKU
rjla3 U BHYTPEHHHX OpraHoB. IIpOJOJKUTEIBHOCTD
KU3HU OONBHBIX pe3ko cHikeHa. COUHTOMMIUAO3BI
HaCJeqyITCsl M0 ayTOCOMHO-PELECCUBHOMY THUIY H
BCTpeUarTCs KpaillHe peako (uactota 1:200-400 000
yenoBek). PaccMoTpuM Hambosee M3ydeHHbIE (OPMBI.
1.Tanrnunosuno3z Gml - peduuut wnzopepMeHTOB
A. B, C Oera-ranakTto3uaasbl ¢ HaKOIJICHHEM B
TKaHsAX TraHrauosuaa ml, acuno-Otl-ranramo-
3uga W KceporaHcynbdara. Jlokanuzauusi TeHa
npenmnosaraercs B cermente 3p21.2. bone3np u3-
BECTHA Takke IMOJ APYTUMH Ha3BaHUSAMHU: 0o0-
ne3np Tes-Cakca ¢ BucuepanbHOW JOKaTU3alM-
eil, TmceBAOTYpiep-CUHIPOM, HelpoBUCLEpalb-
HBI TaHTJIMO3UA03.
. Tanrnuo3uno3 Gm2 - MyTauuu TEHOB, pPerylu-
PYIOLIMX aKTHBHOCTH Tekco3aMuHugas A u B.
Bxawuaer 7 ¢opm. Haubosee u3BecTHB 00JE3HD
Tes-Cakca, Oone3np Canaxodda, HOBEHHIbHBIH
TaHTJINO3UA03.
bone3np Tes-Cakca wim aMaBpoOTHYECKash UAHMO-
THs cBsizaHa ¢ JgeduuMTOM rekco3aMuHHMIa3bl A. B
HelipoHaxX TOJIOBHOI'O MoO3Ta HakamnuBaeTcs Gm2-
raurano3ua. Jlokanuszanus peuecCUBHOTO MYyTaHTHO-
ro reHa oOHapyxeHa B cermeHte 15q22.4. Manude-
cranus 3aboyieBaHMsl OOBIYHO MPHUXOIUTCS Ha TEPUOJ
4-6 MecsieB Mmocie poOXKACHUS U NPOSBIAETCS B BUAC
OTCTaBaHUSl B NCUXOMOTOPHOM Pa3BUTHUU, ANATUIHO-
CTH, THUIEpPaKy3WH, MBbIIIEYHO! TunotoHuu. Ilosxe
MPUCOCAUHSIOTCS CYAOPOTH € OMNUCTOTOHYCOM, TIOJI-
Hasg 00€3JBM)KCHHOCTb, XapakTepHbl "KykKoybHOE"
nuno, mMakpouedanus. Y 90% OONbHBIX paHO MOSB-
JIIETCS CUMITOM "BHIIHEBOM KOCTOYKH'", 3aTeM Ha-
CTymaeT cienorta. B TepMuHanbHOH cTaauu OOJe3HU
pasBuBaroTCs OyibOapHBIE paccTpoiicTBa, TIyXO0Ta,
clenoTa, Kaxekcus, WINOTHUs, neuepeOpalloHHAs pH-
THHOCTb, SIBJCHUSI JeKOopTUKauuu. CMepTh OOJNBHBIX
HacTymnaeT B Bo3pacTe 3-4 mer.

OO01mue CHUMIITOMBI:

bonesns Canaxodda cBsizaHa ¢ geQUUIUTOM JEK-
cozamMuHMAa3 A u B. Myrtauus OpoHCXOIUT B Cer-
MeHte 5ql3.2. Tun HacineqoBaHHUS - ayTOCOMHO-pe-
meccuBHBIM. CuMNTOMBI 3a00JieBaHUS IOSBISIOTCS B
NepBbIe MOJITO/Ia KU3HU peOCHKA: OTCTaBaHUE B ICH-
XOMOTOPHOM pa3BUTHUHU, CJIENOTA, TUINOTOHUS, CHUM-
nToM "BUIIHEBOM KOCTOYKHU", TemaToCIJIEHOMEraus.



KapauoMmeranusi, "KykojibHOe" JHI0, Makpouedamus.
3aTeM NPHUCOCAUHSIOTCS HEBPOJIOTHYECKUE PAacCTPOii-
CTBa: KJIOHHUYECKUE CYAOPOTH, CHACTUUYECKUU TeTpa-
nape3. CMepTh HacTynaet B 2-3 roja.

3. Counromuenonunuao3 uian Oone3nb Humana-
[Muka xapakTepu3yeTcs HeIOCTaTOYHOCTBIO CHUH-
roMuenuHassl 1 Gocdonunazsr M. Jlokanuzanus
MYTaHTHOTO Te€Ha TMpeaNoJaraeTcsi B CETMEHTe
11p15.3 PasnuuarT 4 KIMHUYECKH CXOIHBIX TH-
na Ooye3HH, OTIMYAKIIMXCS [0 BPEeMEHH MaHU-
(dectauuu. TsbKecTH U TedeHHo. OOmMe AN Beex
(GhopM CHUMIITOMBI: yBeJIMYECHHE IEUEHH M Cele-
3¢HKH. TEHepajJu30BaHHOE YyBelHYeHue mumda-
TUYECKUX Y3J10B, MHOUIbTpAUUs JIETKUX, HEBPO-
JIOTUYEeCKUEe CHUMITOMBI (3aJepiKKa MCUXOMOTOP-
HOTO pa3BUTHS, aTaKCHs, CYIOPOTH, CHIKEHUE
MBILIEYHOTO TOHYCAa M YTHETEHUE CYXOKUIbHBIX
pednekcoB). B 3aBucumoctu oT Gopmbl 3abose-
BaHUs Tu0eNb JeTell HacTymaeT ¢ 3 JeT.

Tpurexkco3uJiLepaMUIHbI TUNNUA03 W 00Je3Hb
®abpu. 3aboneBaHue 0O0YCIOBICHO CHIKCHHEM
aKTHBHOCTHU JIN30COMAJIbHOU anba-ranakros3una-
31 A. PeneccuBHBII MYyTaHTHBIA TE€H JOKalU30-
BaH B cermeHTte Xq21.6. MuHuUManbHBIE OUATHO-
CTUYECKHe MPU3HAKU 3a00JIeBaHUs: aKpomapecTc-
3UH. aHTUOKEPAaTOMBbI, MOMYTHEHHE POTOBHIBI, C
BO3pPAacTOM MPUCOCAMHSIOTCS THUIEPTOHUs, pac-
IMpEeHHUe JIEBOTO KeNyJouKa, UIIEMUs MHUOKapaa,
HapylLIeHHEe MO3TOBOTO KpPOBOOOpALIEHUS, THUIO-
XpoMHasi MHKpouuTapHas aHemus. CMepTh Ha-
CTymnaeT Ha 4YeTBEPTOM [ECATUICTHH IKHU3HH OT
ypeMHH WM COCYAHMCTHIX MOpPa)XeHHH cepaua u
TOJIOBHOTO MO3ra.

['moko3unuepeOpo3uaHbIN TUNNA03 Win 0oNe3Hb
TFome. Jns 3aboneBaHHs XapaKTepHO HaKOILIE-
HUE B OpTaHHU3Me TJIIOKO3HILCPOMUAA U CHIXKE-
HUEM aKTUBHOCTH OeTa-riIoKo3uaa3bl. ['eH joka-
nu3oBaH Ha 1g21.2. PasnuyaroT Tpu KIUHHYE-
ckue Qopmbl 3a0oneBaHUs: XPOHHYECKAs B3pOC-
nast (80% cayuaes), unbantunsHas (15%), ose-
HunbHas (5%). Ilpu uHdaHTHUIBHON MM OCTpoit
dbopMe CHUMNOTOMBI MOSBISIOTCS Ha 2-3  Mecsl
KU3HU: TCceBOoOyIb0apHBI Mapanud ¢ Kocorja-
3UeM. 3aTpyAHEHHE TJIOTaHUs, CHa3M TOpTaHH,
ONHCTOTOHYC, 3aJepPiKa ICUXOMOTOPHOTO DPa3BU-
Tus, TunotTpodusi, cnabblii KPUK, TenaTo- U CIuie-
Homeranusi. CMepThb HAacTylaeT B PaHHEM JETCTBE
B pe3ylibTaTe acHUpPalMOHHBIX paccTpoiicTB. [lpu
IOBEHUIIbHOH (opMme Takxke mnpeobdiagaloT HEBPO-
JIOTUYEeCKUEe CUMITOMBI: CYJOpPOTH, IKCTpalupa-
MUJHBIE U MO3KEUKOBbIC HAapyLICHUS, IEMEHLHUS
U U3MEHeHUs MoBeleHus. Bucnepomeranus yme-
peHHasi. XpoHuueckasi ¢popma Gonesnu ['ome ma-
Hubectupyer Ha 1-m romy xu3Hu. OTMeyarTCs
renaTocrjeHoMeranus, OOl B KOCTSX, MAaTOJO-
TUYECKHe IepesoMbl, aceNTHYEeCKHUI HEKpo3 Tro-
JOBKM O€lpeHHOW KHUCTH, aHEeMHs, TPOMOOLHTO-
MeHHUs] ¢ TeMOpparui4eckuM CHHAPOMOM. Peruct-
pupyroTcsi kieTku [ome (pEeTUKYIOUUTHI U THC-
TUOLUTHI) ¢ HAKOIJIEHHBIM LEPOOpPO3UIOM.

MutoxoHapualbHbie 0OJNE3HU
OcHoBHast (yHKUMS MUTOXOHApPUUA - oOpazoBa-
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aue AT® nyrem aspobHoro oxucinenusi Caxapos,
AMUHOKHCIOT W JunuaoB. Hapyumienwe (GyHKOHOHU-
POBaHUS MHUTOXOHAPUI MPUBOIAT K MHUTOXOHIPHATb-
HbIM Oouie3HsiM. [laToreHe3 MUTOXOHIpHATBHBIX 00-
JIe3HEH CBSI3aH C HEJTOOKHCICHHEM KHUPOB, OCIKOB H
YIICBOJOB, BCIEACTBHE MYTAalUUil TEHOB, KOIHPYIO-
[UX CTPYKTYpHbIC U (YHKUHOHAIbHBIC OEIKH MHUTO-
xoHapuid. [IpoaykTel monypacmaga HaKaIlIUBAaKlOTCS B
MHUTOXOHAPUAIBHOM MaTpukce. benku, Bxoasigue B
COCTaB MHUTOXOHAPHUIl, KOAUPYITCS KaK MHTOXOHJ-
pUANbHBIMH. TaK U SACPHBIMU TreHamu. [losTomy Tum
HACJICJIOBaHUSI MUTOXOHIPHUATIbHBIX OOJIe3HEH MOXKET
OBITh MO0 ayTOCOMHO-PELECCUBHBIM, JTHOO 1O MaTte-
putckoil nuauu. CoBpeMeHHasi KiaccuUKauus MU-
TOXOHAPHANbHBIX 00Je3Heil 3 OCHOBHBIX TIPYIIIbL:
Oose3nu, oOycnoBneHHble aedexkrom simepnoit JJHK;
Oousie3nu, ob6ycnoneHubie aepekrom JHK mutoxon-
npuil; ©O0Nle3HHU, CBsI3aHHBIC C MHTCPICHOMHBIMHU JC-
(dexTamu.

Hecmotpss Ha kiuHHUYeckudd mnonumopdusm, ais
MUTOXOHAPUAIBHBIX OOJe3Hel XapakTepHbl oO0Imue
CUMITOMBI: 3a/lepKKa I[ICUXOMOTOPHOI'O pa3BUTHS,
MBbILIeYHasi cJabocTh, JHIedanonaTuu, KOMaTO3HbIE
COCTOSIHUS, HMHCYJBTONMOJOOHBIE COCTOSIHUS, AEMeEH-
LUs. aTaKCUs, MUOKIOHYC-3IHJIEICHUS, KapAMOMHOIa-
TUS, HapylleHHe MNPOBOAUMOCTH, HapyxHas oQTalb-
MOTLIIETHsI, NTO3, aTpodus 3pUTENbHBIX HEPBOB, KaTa-
paKkTa, NMUTMEHTHas JAereHepanus CeTyaTKH, renaTo-
Meranus, TyOyJomaTus. MOpa)keHHe IMOIKETyJO0UHOM
Kenesbl, quapes u ap.

JlaGopaTOpHO-AMATHOCTUYECKUE TECThl MpU IO-
JO3peHUN Ha MHUTOXOHJApHUATbHbIe 0OO0JIE3HH BKIIOYA-
I0T HCCIIeIOBaHME Ha alu03, KOHLEHTPALUI0 KEeTo-
HOBBIX TeJl, COOTHOLICHHE MHpYyBaT/JIaKTaT, Mopdo-
norudyeckue TecThl ("pBaHBIE KpacHBIE MbILICUHbBIS
BOJIOKHA", reTeporiasusi Mutoxouapwuii), JHK-auar-
HOCTHKA.

Haubonee pacnpocTpaHeHHbIE M HM3yYeHHBIE MU-
TOXOHJpHANIbHbIE OOJE3HU.

1. bone3ns Kepuca-Ceiipa. XapakTepHO Hadamno B
neTckoM BospacTe. OCHOBHas CHUMIOTOMAaTHKA:
mporpeccupyoomas HapyxHas o¢TanbMOmIerus,
[IUTMEHTHBII PETUHUT, aTaKCUs, MHUONATHs, Ha-
pyILIEHHE CepAeYHOU MPOBOAUMOCTH, HEWpOCEH-
COpHasi TIyX0Ta, SHAOKPUHONATHUU, YMCTBECHHAas
OTCTAlOCTh, HU3KUU pocT. buoxumunueckuit nu-
arHo3 CTaBUTCS NpU OOHAPYXEHHM JIaKTaT-allk-
no3a. B Ouonrtate Mblmn oOHapyxuBamTCs "pBa-
Hble KpacHbI€ MbllIeYHble BoJIOKHA". bonbmumH-
CTBO ciyyaeB 3a0ojeBaHMs HOCIT CIOpaauye-
ckuii xapaktep. Ilpm JIHK-mmarnoctuke BBIsB-
JAIOTCS KpyIHBIE JelelUd MUTOXOHAPHUAIbHOUI
JHK. CymectByeT rumoresa, 4To 3TH MYyTalUU
MPOUCXOSIT Ha paHHUX dTamax SMOpuoreHesa H
SIBJISIFOTCSL COMAaTHYECKUMU.

. Cungpom Ilupcona. XapakTepHa BpPOXICHHAs
TUIOIIACTUYECKAs aHEMHUsI, HapyIICHHE HK30K-
PUHHON (QYHKIUH TOJIKETYyAOYHON Kele3bl, MUO-
natus, odTanbMomaTusi, aTakcus, IJIyxoTa, aT-
pUO-BEHTPUKYIsspHass Onokanma, "pBaHbIC MbI-
mevHble BoJIoKHA". B ocHOBe OOJIE3HM JIEKUT Je-
nenuss mutoxouapuanpHou JIHK.



3. AmaBpo3 JleGepa (HacsieacTBeHHas Helponartus
3puTenabHOro Hepsa). Manudecrauus 3aboinena-
Hus npuxoautcs Ha 20-40 net. Xapaktepusyercs
MeJJICHHBbIM TedeHueMm. Yaure nopaxarorcs oba
rna3a. B panbHeilmiem pazsBuBaercs peTpoOyiib-
Oapnasi Helponatusi ¢ norepeil 3penusi. Yacro y
6OJ'H>HI)IX NMECTCHA YMCTBCHHAas OTCTAJIOCTh
BcieAcTBME OOWEeld aTrpopuu KOpPbI T'OJOBHOIO
Mo3ra. I/IHOFﬂa BBISABJIAIOTCA HECBPOJIOTUYCCKUEC U
[CUXUYECKHE PACCTPOICTBA: HAPYLICHUS KOOP-
JuHauuu. — runeppeduexkcus, —nepudepuueckas
HellponaTusi. Bo3MOXKHBI HapylIeHUs CEpAeuHON
JIeATeIbHOCTU. THUI HAcleN0BaHUS CKOpPEe BCETO
X-CUeMmIeHHbI PELEeCCUBHBIA WM ayTOCOMHO-
nomMuHaHTHBIM. [lpuunna 3aboJsieBaHust - TOYEY-
Hasi MyTauus.

. MELAS-cunnpom (MuTOXOHApPUANbHAs dHUE(A-
JomaTus. JAKTaT-alum03. WM HHCYJIbTONORO0-
Hoe cocrtosinue). Cunapom passuBaercs a0 40-
JIETHETO0 BO3pacTa: MHCYJIbTOHNOJOOHBIC MNPHUCTY-
Ibl. CUHKOID, CYIOPOTH, NEMEHLHUsS. MUIPCHENO-
nobusie Oonu. Habmromaercs HU3KUIL pPOCT, CHU-
KEHHE CIyXa, FeMUIAape3bl. MbILICUHAs! CJIA0OCTh
B KOHEYHOCTSIX. "PBaHbIC KpacHbIC MBbILICUHBIE
BOJIOKHA" PEruCTPUPYIOTCS y OOJNBLUIMHCTBA 0OJIb-
HBIX. MosekynsipHO-reHeTHueckuil aedexr - To-
YeuHasi MyTalusl.

. MERRF-cunapom (MuOKIOHYM-3muiencus, "paa-
HBIC KpacHbIE MbIIIEUHbIE BOJOKHA"). MoxeT Mma-
Hudecrupoars ot 4 o 60 sner. Xapakrepusyer-
Csi MHOKJIOHHYECKMMM IOJEPTUBAHUSIMH, OIU-
CHUHAPOMOM, aTaKcHuel, JeMeHuuel, HelpoceH-
COpPHOHU TIyXOTOH, arpodueil 3puTeabLHOrO0 HEpBa,
[aTOJOTHEH KOXKHU (MXTHO3, TUIEPHUTMEHTALMS).
HaOutonaercs oOwasi MblieyHasi cjiabocTb, Kap-
puomuornarusi. B Ouonrare mbiuig HaxoasT "pBa-
HBIC KpacHbIC MblIIeuHble BOJOKHA". Moueky-
JSIPHO-TEHETHYEeCKUU aeeKT - ToueuyHass MyTa-
LS.

JleueHne MHUTOXOHJAPHUAIbHBIX OOJE3HEH CHUMIITO-
MaTHYECKOe: CHATHE alua03a, BHIBEACHUE JAKTATa.
BUTAMMHOTEpANus, AUETOTEPaIus.

IMupoxcucomusie 00ye3HU

[MupoxcucoMbl SIBISIIOTCS OPraHOUJAMU  KIIETKHU
okpyraoit ¢opmbr pguamerpom mo 0,1 mukpomerpa,
IMEIOLINE OJHOCIOWHYI MeMOpaHy, B MaTpHKCE KO-
TOPBIX COJAEPXKATCS KPUCTANIMYECKasl KaTajasza. Cy-
HePOKCUIIUCMYTa3a U HEKOTOpble Ipyrue (GepMeH-
Tel. OcHOBHas (yHKIUS IEPOKCUCOM - Aerpajanus
nepekuceid. Ilupokcucomer He umeroT coeit JIHK nu
reHbl NEPOKCUCOMHBIX (EPMEHTOB JIOKAIU3YIOTCS B
sape kiaetku. Camu (GepMEHTH CHHTE3UPYIOTCS B IU-
TOIJIA3ME M 3aTeM MUIPHUPYIOT B mepokcucomy. Pas-
MHOJAIOTCSI IE€POKCUCOMBI MOYKOBAHUEM.

N3Bectao Oosee 30 3abosieBaHuil, CBsI3AHHBIX C
quchyHKIMEH IEepOKCHCOM, HpPU KOTOPBIX BCIEACT-
Bue (epMeHTHOro O0Ka HapyLIAlOTCs MPOLECCHI
YTUIM3AUUU HEPEKUCHBIX COCJUHEHUl, OUOCHHTE3
[J1a3MOTEHOB. XOJECTEPUHA, OKHUCIEHUE >KUPHBIX KU-
CJIOT, OKHCJIeHHE (UTAHOBOW KHUCIOTHI, [IIyTapOBOH
KHUCIIOTBI, CTpajgaeT MeTadoyiu3M TIHOKCUiaTa. Ipo-
CTarJIaHJUHOB. OMOCHHTE3 XEIUHBIX KUCIOT Ap. BbI-
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JIeJSIOT JBE OCHOBHBIE TIPYIIBI HMEPOKCUCOMHBIX 00-
Jne3Hed: 1 - cBsi3aHHBIE CO CTPYKTYpHBIMU Je(exTa-
MU MM CHUXEHHBIM KOJMYECTBOM IMEPOKCHCOM
(cunapom llenbBerepa. 0Gosne3Hb PeBcyma HOBOPOX-
JICHHBIX); 2 - IPU KOTOPBIX CTPYKTypa M KOJIUYECTBO
HEePOKCUCOM COXPAHEHBI, HO MMEETCs eIUHUYHBIN
nedexr ¢epmenra (6ose3np PeBcyma B3pocubix, X-
cuerieHHas ajapeHoJjielikoauctpodus). OOwumu yep-
TaMH JUIsl BCEX NEPOKCHUCOMHBIX OOJe3HEH sIBIseTCS:
BapuabeNnbHOCTh KIMHUYECKUX MPOSIBICHUI, OTCYyT-
CTBHE KOPPEISIIMM MEXKIY KOJIUYECTBOM HEPOKCUCOM
U TSDKECThIO 3a00JeBaHUs, IeHETHYeCcKash reTeporeH-
HOCTh. OO0mue cuMNTOMBI: YHIE(DATONATUSI, PETUHO-
maTvsT WM KaTapakTa, HEHPOCEHCOPHOE CHMIKEHUE
ClyXxa, BHYTPHUKJIETOYHOE HAKOMJIEHUE NPOAYKTOB
MeTabonu3Ma SKEMYHBIX KHCJIOT, JKUPHBIX KHUCIOT,
(¢uTaHOBOW KHUCIIOTHI, HApyLIEHHE CHHTE3a ILJIa3MO-
IEHOB, MOBBILICHUE YPOBHS TPAaHCAMMHA3, CBSI3aHHO-
ro O6unupybuna, (HakTOpOB CBEPTHIBAHUS KPOBH, XO-
JIeCTepUHA.

OCHOBHbBIE KIMHHYECKHE (OPMBI MEPOKCUCOMHBIX
6onesHeil.

1.Cungpom llensBerepa wim  uepedpo-renaro-
peHallbHBIA cuHIpoM. JlMarHocTupyercs yxe npu
POKIACHUM, KOrJa OTMEYAeTCsl CHUMKEHHE MacChl
Tena, riyOOKas MblIIEUHAss TUIOTOHUS, PE3KOe
CHI)KCHHME OCHOBHBIX pe(JIEKCOB, BBIPAT<CHHbIC
guueBsie au3mopduu (TJIa3HON TUIIEPTEIOPHU3M,
MOHTOJIOUJHBIA pa3pe3 ria3, SIUKAHT, HU3KO MO-
CaXXCHHbIC yIIW, IJIOCKUN 3aTBUIOK, THUIEPTPUXO3,
KOPOTKUH HOC, JJIUHHBIN QuiubTp, Oonbuine pon-
HUYKH), TOSBIAIOTCS CYJOPOXHBIE INPUIAAKH,
reMOpparudeckuil CHHAPOM, CHIDKEHUE ClyXa U
3peHMsl, KUCTBI IOuYeK, (pubdpo3 meueHu, remarto-
Meranus, MOPOKM cepAla ¥ KPYINHBIX COCYHOB,
AQHOMAJUM PAa3BUTUS IOJOBBIX OPTraHOB, TOYEU-
Hbl¢ KaJbUM(UKATHI, HAPYLIEHHE MUTpALUU Hei-
POHOB TOJIOBHOTO MO3ra, pe3Koe HapylIeHUe
[ICUXO0-MOTOpPHOrO pa3sutus. JlaboparopHas au-
arHOCTUKA OCHOBAHA HA PETUCTpaluu B KIETKax
[IEYEHNU 3HAYUTENbHOTO CHIDKEHMS KOJMUYECTBA
nepokcucoM. IIpoaomKUTENbHOCTh KU3HU 00b-
HBIX HE NPEBBILIACT OJHOrO roja. Tum Hacneno-
BaHusi 3a00JieBaHUSl - AyTOCOMHO-PELECCUBHBIN.
MouiekyisipHO-TeHETHYCCKUI  aedeKT:  aeneuus
unu uHBepcust B cermente 7ql 1.2

. bone3n» PeBcyma HoBopoxaeHHbix. C caMoro
POXACHUA PCTUCTPUPYIOTCSA 3HAYUTCIBHBIC Ha-
pYIIEHHUs] CO CTOPOHBI MNHUIIEBAPUTEIBHON cCUCTE-
Mbl, T€HaTtoMerajaus, THUIOXOJICCTCPUHEMMUS. Pe-
Oenka He00XOOUMO KOPMUTb uepe3 30HA. Haum-
Hass ¢ 6 MecsleB HPOrpecCUpPyOT HApPYyLICHUs
[ICUX0-MOTOPHOIO  pa3suTusa. Ilponoskurens-
HOCTb JKM3HU J€Tel ¢ JaHHBIM 3a00j€eBaHUEM HE
MpPEBBIIIAET 2 JIET.

. bonesnb PeBcyma B3pocabix. CBsi3aHa ¢ Hapylle-
HUeM Merabosnu3mMa (UTAHOBOU KHUCIIOTHI BCIE[-
CTBUC HEAOCTATOYHOCTHU THUAPOKCHUJIA3HI (l)I/ITaHO-
BOI KucjoTbl. PUTaHOBAs KMCJIOTAa HAKaNJIUBACT-
Cs B pa3jIMYHBIX TKaHsX. 3a0ojeBaHUE MPOSIBIIS-
ercst B Bo3pacte a0 50 ner. Yacto Hauanom 3abo-
JICBaHUSI MOXET ObITh ayTu3M. Y OOJbHBIX Ha-



6II}OI[a}OTCH HOHI/IHGﬁpOHaTHI/I, MO3KCUYKOBasi
aTakKCusl, Heﬁpo-ceHcopHaﬂ ri1yxoTa, aHOCMU,
3aI€piKKa MNCUXO0-MOTOPHOTO pa3BUTHUS. HpOFH03
AJs1 )KM3HHM MOXET OBIThH 6HarOHpI/IHTHBIM npu
CO6J'[}OﬂeHI/II/I JAUEThI C OTPAHUYCHUEM (I)I/ITaHOBOﬁ
KHUCJIOTHI.

. X-cuenneHHas anpeHoneikoauctpodus. Xapak-

TEepHU3yeTCs HAKOIJICHUEM B KIETKaX J>KUPHBIX
KHUCJIOT C OYeHb JUIMHHOW LENbI0 BCIEACTBUE Ha-
pyLIeHHs NPOLeccoB OeTa-OKUCIECHUS! B MEPOKCH-
comax. Perucrtpupyercss wmwupokass Bapuabenb-
HOCTh KJIMHUYECKUX TMPOSIBICHUI: MaHudecTanus
B BoO3pacTe 7-8 Ijer, acouuajgbHOE IOBEACHUE,
KOHQIMKTHOCTb, JIerpagalus JUYHOCTH, IMH30(-
peHHsl. TpPHU3HAKU aJpeHaJoBOH HEJZOCTATOYHO-
ctH, Oone3nb ApauccoHa. CMepTh OOJBHBIX Ha-
ctynaer B mepuon ot 14 mo 18 mer. B Tepmm-
HaJbHOU CTaauM JNeTU 00e3JBMIKEHBI, OTCYTCTBY-
eT pedb, CIyX, 3peHHe, XapaKTepHbl CyIOpOTH,
numuenunuzanus [HC, BocmamuTenbHble Mpo-
LecCchl B TKaHSAX MO3Ta.

. Puszomuenuueckass toueuyHnas XOHApOAUCIIIIA3UA.

IIpu ostom 3aboneBaHuu HaOIOJAETCs Hapylle-

HUEe OMOCHHTE3a MJIa3MOTCHOB BCIIEACTBHE Ac(u-
UUTa IUruapokcuanerodocdara u amKUIUTPYIO-
mei auruapokcuanerodocdar-cuHTeTa’bl. MHU-
HUMallbHbIC AMATHOCTUYCCKUE MPU3HAKKM: HHU3KUI
poCT, pacliefiiHa Tejl T[O03BOHKOB, YKOpPOUYCHHE
Jie4eBoil U OelpeHHON KOCTeW, TOueuHasi MUHE-
panuszanusi Snudu30B. XapakTepHBI MIOCKOE JTH-
110, 3amaBlias I[EPEHOCHIA, AHTUMOHTOJOUIHBIM
paspe3 ryia3, OBYCTOPOHHSSI KaTapakTa, MHKpO-
nedanus, MHOXECTBEHHbIE KOHTPAKTyphl CycCTa-
BOB, UXTHOMOpP(HAS AUCIIA3US KOXKH, alOINeHus.
OTMeuaeTcsi TsDKeslasi yMCTBEHHasi OTCTAJOCTh.
BoNbUIMHCTBO AeTeil YyMHUPAKT Ha |-M TOAy KH3-
HU. B Me4YeHH PErucTpUpyeTcs YMEHbIICHHUE KO-
JUYECTBA MNUPOKCHCOM. TuHN HacleIOBaHUS -
ayTOCOMHO-PELECCUBHBI.

JleyeHue TEepOKCHCOMHBIX Oolie3Heil mpeacTaBis-
€T 3HA4YUTEeJbHbIE TPYAHOCTH U SIBISETCS CUMITOMA-
TuyeckuM. Tonbko mpu Oose3Hu PeBCcyma nOCTUTHY-
ThI YCIIEXU B CBSI3M € NPUMEHEHUEM AUETHI C OIPaHU-
YeHHeM B muile (pUTaHOBOW KUCTOTHI U muiazMadepe-
30M.

DISEASES OF CELLULAR ORGANELLS
I.J. Seminsky
(Irkutsk State Medical University)

Seldom meeting forms of monogenic diseases which have the general features mechanism, connected with
infringement of metabolism and accumulation in cellular structures the certain substrata are considered. In the
brief form biochemical, pathogenetic and clinical bases of glycogenoses, mucopolysaccharidoses, mucolipi-
doses illnesses are stated.
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