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BBenenmune.

Bomesus Tome -— 5T0 (opMa HacleJCTBEHHBIX (hepMEHTOMATHiA,
O0BbeMHEHHEIX B IPYIIY JIM30COMHEIX GOlNe3Hell HaxomieHws. OTHOCHTCH K

rpymne ophaHHEIX 3a00JI€BaHUIA.

B ocHoBe 3a0oneBaHus JI€XHUT HACIEeNCTBEHHBIN AebuIUT aKTUBHOCTH [-
mmoKonepedposuaassl  (Brmoxosmmashl) | —  JIM30COMHOTO  (hepMeHTa,

Y4acCTBYIOLLETO B Aerpagaliu ITPOAYKTOB KIIETOYHOI'O MeTabonu3Ma.

Bonesns I'ome 6rina Briepssle omucana B 1882 1. P. C. E. Gaucher, KOTOPBIH
HACHTU(QUIMPOBAT NAaTOTHOMOHWYHEIE Ui JAHHOTO 3aGONEBaHHMS KIETKM —
MaKpo(ary, HaKarIHBAIOIINE UKL, KOTOPEIM B Gollee TIO3HEM BPEMeHH GBLI0

JaHO Ha3BaHHUeE - KieTkH I ome.

Bonesns I'ome BcTpedaercs ¢ wactoroit or 1:40 000 mo 1:60 000. BonesHs
Tome Hacmexyercs 1o ayTOCOMHO-pELECCHBHOMY MeXaHH3My, B CBS3HM C YeM

4acToTa BCTpeyaeMocTH BI™ He 3aBHCHT OT II0JIa.

B ocHOBe 3alomeBaHMs JleXaT MyTalMH TIeHa [IIoKoLiepeOpo3uaassl,
JIOKATTH3YIOMErocs B pernoHe 21 Ha 1- i xpomocome. K HacTosmeMy BpeMeH:
OMHKCaHO OKoNO 350 pasIMYHBIX MyTalMii 3TOr0 IeHa, W3 koropeix 4 (N3708S,
L444P, 84GG, 1VS2+1) BCTpeYaroTcss Haubollee 4acTo M cocTaBIsOT 90% Bcex

MYTaHTHBIX aJllIeJIey reHa.

®epmenT B-Drmokosupaza nHaxomutcs BHYTPH JIM30COM M OTBEYaeT 3a
PaCIICIICHHE CI0XKHOTO IMNKJA — NIFOKOLEepeOpo3uia Ha III0KO3y H uepamua. B
pE€3yllbTaT€ HEAOCTAaTOYHOM aKTHUBHOCTH JIM30COMHOM B-D-nmoko3unaser  He
IIPOHCXOMHUT IOJIHOIO PACIIEIJIEH S IIIOKOLIEPEOPO3HA0B M OHM HAKAILIMBAIOTCS B
Makpogarax ¥ MOHOLUTAaX. ITH «Harpy>eHHBIE» JTUNMUAAMH KIETKHA ¥ HA3EIBAIOTCH

kneTkamu J'ome, oy sBIsOTCA MaTONOrMYECKHM CYGCTpaToM GoMesHH.




Knaccnpuxanus.

B cooreerctBun ¢ HammumeMm mopaxkenus I[THC u ero ocobeHHOCTSMH

BBIZICJSIIOT TPH THIIA 6one3nu Iome:

* TUI | — Ge3 HEeBPONOTMYECKHUX IpPOsBIECHHMI, Haubolee YacThlii BAPHAHT

3a00JIeBaHKs, OTMEYAETCA JaHHBIN THII y 94% nanmenToB ¢ 6one3He0 [ome;

* tun Il (ocTpeli HelipoHOMAaTWYeCKUii) — BCTpedaeTcs y Aereit PaHHEro
BO3pacTa, OTIMYAeTCs NPOIPECCHUPYIOIIAM TEYECHHEM M TDKENbIM IOpaKEHHEM
IMHC, BeqymumM Kk JeTanbHOMY ucxony (6oNbHBIE peAKO AOKHMBAIOT JIO BO3pacra 2

IIeT);

* tun III (XpoHmueckwii HelpoHOmaTWYeCcKHi) — oOBeAMHSIET OGojee
PasHOPOJHYIO IPYIITY GONBHEIX, y KOTOPBIX HEBPOIOTHYECKHE OCITIONKHEHHSI MOTYT

IIPOABIIAITECS KaK B paHHEM, TaK U B IIOAPOCTKOBOM BO3pacTe.




Knnangeckne MPOABJICHHS. ..

OCHOBHBIE  KIIMHUYECKHE MPOSBICHHS OONe3HH lome  BKIIOYAIOT
CILIEHOMETAJIHIO, TeaToMeraiuio (yBeledeHue oobeMa medenu Gomee, yeMm B 1,25
pa3; mpu Y3W MOTyT BBIABIATBCS OYaroBEIE NOPAKEHMS IIEUEHH - CIIEACTBHE
uieMur U ¢pubposa, GyHKIHUA KaK MPaBUIO HE HApyIIeHa), MUTONEHMIO (CHaJana
OTMeYaeTCsi TPOMOOLUTONEHHS CO CIIOHTaHHBIM TeMOPParddecKUM CHHIPOMOM B
BU€ TIOAKOXHBIX TIE€MaroM, KPOBOTOYMBOCTH CJIM3HMCTBIX OOOJNOYEK, 3aTeM
Pa3BUBAIOTCS aHEMHUs M JICHKONECHHMS C OTHOCHUTENBHEIM JUMQOIHUTO30M H

abCOMOTHOM HelTponeHueit) U MopaxkeHue KOCTeA.

Tun I sBnsieTcs HanGomnee YacThIM KIMHUYECKMM BapHaHTOM Goiesnu [ome.
CriekTp KIMHHYECKHX NPOSBICHHUM O4eHb IIUPOKMIA: 0T GECCHMITTOMHOIO TedeHHUS
A0 OYE€Hb THKEJIONO C MAaCCHBHOM IenaTo- M CIUIEHOMeralMei, Iy0oKod aHeMuei
¥ TPOMOOLUTONEHNUEH, BEIPaKEHHEIM HCTOLIEHAEM M TSIKENBIMH, YTPOKAIOLUME

KU3HM OCNIOXKHEHUSMH (TeMOPParu, MH(ApKTHI Cele3eHKH, AECTPYKIHS KOCTei).

Y nere#i HabmopmaeTcst orcTaBaHHe B (U3MYECKOM H TIOJOBOM Da3BUTHE,
XapaKTepHa CBoeoOpa3Has THMIEPIIMIMEHTAIMs KOKHBIX IIOKDOBOB B OGNACTH

KOJICHHBIX M JIOKTEBBIX CyCTaBOB.

ITpu 6onesnu I'ome II THma 0CHOBHBIE CHMIITOMBI MOSBISIOTCH B IepBEIe 6
MecaneB Ku3HH. Ha paHHuMX cramusx 3a6oleBaHHS OTMEYAIOTCS MbIIICYHAS
THIIOTOHMS, 3a[epXKka U perpecc IICHXOMOTODHOTO pa3BuTus. Ilo Mepe
NIPOIPECCHPOBaHMsl  GONE3HH TIOSBIAIOTCS CIOACTHYHOCTH XapaKTepHOM
PETpaKkuued [IeH ¥ CrubaHWeM KOHEYHOCTEH, IIa30qBHIraTelbHbIE HapyLIeHUs C
Pa3sBUTHEM CXOIAIIETOCs KOCOIIAa3hs, JIapMHIocnasM M auctarus. XapaKTepHEI
Oyne6apHbIe HapyIIEHHMS C YaCThHIMM aCIMpalysaMy, TNPHUBOAAINME K CMEpPTH
GONBHOTO OT anHO, aCIMPAMOHHON THEBMOHMH M IMCOYHKIMU ABIXaTEILHOTO
[CHTpa TONOBHOro Mosra. Ha mo3gHMX cragusx pa3sBHBAIOTCS TOHHKO-

KIIOHHYECKHE CyIOpPOXHBIE IIPUCTYTIBI, KOTOPBIE O0OBIYHO PE3UCTCHTHBI K




IPOTHUBOCYAOPOXKHOM Tepanuy. 3aboneBaHue MPUBOAUT K JIETAIBHOMY MCXOIy Ha

IIEPBOM-BTOPOM Ioay XKHU3HHU pCGCHKa.

Ilpun Gonesnm Iome III Tuma HEBPOJIOTrMYECKME CHMITOMBI BO3ZHHKAIOT
TIO3/IHEE, KaK IpaBUiIO, B Bo3pacTe 6—15 yeT. XapakTepHEIM CHMIITOMOM CITyXHT
rapes3 MBIIIII, HHHeanpyeme I7Ia30IBUIaTENbHBIM HEPBOM. MoryT HaOmoaaTbCs
MHOKJIOHMYECKHE€ ¥ Te€HEpPAM30BaHHBIE TOHMKO-KJIOHMYECKHE CyHOpOrH,
NOSABIIAIOTCA M IPOrpeCCHPYIOT 3KCTpallMpaMHIHAas pPUTHAHOCTb, CHIDKEHHE
HHTEIUIEKTa, TPHU3M, JIMIEBBIE I'PUMAachl, auctarus, apuHrocmasM. CreneHs
HMHTEJUIEKTyaJIbHBIX HapylICHWH BapbUpyeT OT HE3HAYMTEIbHBIX W3MEHEHHH
JAYHOCTH [0 TOKEIOHM JeMeHIMH. MoryT HaOmo#aThCs MO3KEYKOBEIE
HapyIlIeHUs, paCCTPOMCTBA PeYM U MHUCHMa, MOBEAEHYECKHE M3MEHEHHUS, SITU30EI
ncuxo3a. B GoNBIIMHCTBE CllydaeB TeueHHe 3a00NEBaHHS — MEIJIEHHO
nporpeccupyiomee. JleTanbHBIi WMCXOX HACTymaeT BCIEACTBHE TSHKEIIOTO
IIOPpaXCHUSA JIETKUX M Ie4eHU. IIpomomKuTensHOCTh KHM3HH IALMEHTOB C

6onesneto I'ome 111 Trma Moxker gocturars 12—17 JieT, B € IMHAYHBIX clIydJasx —
30—40 net.




JAnarsHocruka.

HpH HaJIMYMHA Yy TIalMCHTa HeOOBICHIMOIO YBECIIMYCHHUA TICYCHHU U
CCJIC3CHKH, LIUTOIICHUHM W CHUMIITOMOB IIOBPEXJECHHS KOCTe# CIIEAYET AyMarb O

auartHose 6oinesnu [ome.

1. OmpeneneHre aKTHBHOCTH KHCIOM P-IIOKOLEpe6pO3MAashl B JIEHKOIUTAX
kpoBd. JlaHHOE HCCIENOBaHHE SBISETCS OCHOBOW  COBPEMEHHOM

JUArHOCTHUKH Ooie3nu [omre.
Juarso3 noATBepiKJaeTCS NPU CHIDKEHHHM aKTUBHOCTH (EpPMEHTa M0

ypoBHsa Hmxke 30% or HopMmanbHOro 3HadeHus. CTelneHb CHMKEHMS
aKTUBHOCTH ()epMEHTa HE KOPPENHpPYeT C TSHKECTBIO KIMHHYECKHX
OpOsSIBIEHMH  HM  TedyeHHMeM  3aboneBaHusd.  J[ONMOIHHUTENHHBIM
OroXUMUYECKMM MapKepoM, XapakTepHeIM st Gomesnu Tome, CIyKuT
3HaYMTEIIbHOE IOBELIIICHHEe aKTHBHOCTH CBIBOPOTOYHOM XHTOTPHO3H/A3kI
—  THIPOJMTHYECKOrO  (epMeHTa, KOTOPDBEIA  CHHTE3UpYeTCH

aKTMBHPOBaHHBIMM Makpodaramm.

MMeercs eme HECKONBKO I1aGOPaTOPHEIX CHMITOMOB, KOTODHIE
XapakTepHhl it Gonesnu I'ome. IToBhIIEHHE YPOBHS CHIBOPOTOYHOIO
(eppuTHHa, aHTHOTEH3UHIIpEBpAINAIOMEro (epMenTa, xeMokuHa CCL-
18  orpaxaloT cTemeHh aKTHBHOCTM 3a6ONEBaHMA M  MOIYT
WCTIONB30BAaThCA KaK OMOMAapKephl Ui OLEHKH JUHAMHKH Ha (DOHe

JICYEHUSI.
2. MonekynspHElil aHaNTW3 IO3BONSET BepH(HIMPOBaTh AMATHO3 GOJE3HH

T'ome, HO He BXOIOWT B CIHMCOK O6S3aTENHHEIX METONOB AUATHOCTHKM H
HCIONB3yeTCs, KaKk IpaBWio, NpH AuddepeHIManbHOM OUAarHOCTHKE B

CJIOXKHBIX KIIMHAYCCKHMX CIIy4asx WM s HAay9YHOI'0 aHaJIA3a.
3. MOp(l)OJIOl"I/I‘IeCI(OC HCCJIENOBAaHUE KOCTHOI'O MO3ra II03BOJISIET BBISBUTH

XapaKTEpHBIE NUAarHOCTHYECKUE IPU3HAKA — MHOIOYKCIIEHHBIE KIIETKH
T'omme — ¥ ofHOBPEMEHHO HCKITIOYMTE IUATHO3 reMoGIIacTo3a, Kak IIPUYIHHY
OUTONICHUH M TeNaTOCIUICHOMEraiuu. M3penka enWHWYHBIE KIETKH C

aHANOTH4YHOH Mopdonorueii (mcesmo-lome KireTkH) BCTPEYAIOTCSL IIPH




APYTHX 3a00€BaHUAX, COMPOBOXKJAIOIUXCS MOBEIIICHHOM JEeCTpyKLMeH
KIIETOK, HalrpuMep, pu XPOHUYECKOM MHUEIoNeHKo3e U
TEMQONpPONMpEPaTUBHEIX  3a00NEBAHUAX M OTPAXKAIOT IIEPErpy3Ky
MakpoharalibHOM  CHCTEMBI  NpPOOYKTaMH  JeTpajalii¥  KIETOK

JIeHKeMHYECKOro KJIOHA.
V31U u KT meyeHM M Cele3eHKH MO3BONSIOT BEIIBHUTD MX OYArOBEIE

TIOpaXXCHUS M ONpPENEIUTh MCXOAHBIE O00BEMBI OpraHOB, YTO HEOOXOIMMO
AL TOCTCAYIOLIEr0  KOHTpols  S(¢EKTHBHOCTH  3aMECTHUTELHOM

(bepMeHTHO# Tepanum.
Penrrenorpadus kocreif HeoGxXomuMa I BBISBIEHHS M OLEHKH TSKECTH

IIOpa)KeHHsI KOCTHO-CYCTaBHOM CHCTEMEI. MI3MeHEeHHs KOCTHOM TKaHM MOTYT
ObITE  OpeAcTaBNeHB!  AuGGY3HEIM  OCTEOMNOpPO30M, XapaKTepHOH
Koj16006pa3Hoii JedopManyell AWCTANBHBIX OTIENOB OepeHHEIX KocTel
(xon6er  OprneHMelepa), odaraMM  OCTEONHM3HCA, OCTEOCKJIepo3a H

OCTEOHEKPO3a.
MPT — OGomee dYyBCTBHTEIBHEIH METOH, TIO3BOJISAIOIIMNMA BBISBUTH

IOpa)KeHHE KOCTeH (MHQUIETPAIMIO KOCTHOIO MO3ra, OCTEOHEKPO3El) Ha

PaHHUX CTaHUsAX, HE NOCTYIHEIX BU3YaJIU3alliK pEHTreHOrpadueii.




Jleuenmue.

Jleuenne 3akmodaeTcs B Ha3HaYeHUU MOXU3HEHHON 3aMeCTHTEIIHLHOMI

(epMeHTHO# Tepanuu peKOMOUHAHTHOM TIIOKOIIEpeGPO3HAa3Oii.

B Poccuiicko#i ®eneparun 3aperuCTpUPOBaHO 2 JIeKapCTBEHHEIX IIpenapara

PEKOMOMHAHTHO#M IIIOKOLIEPEGPO3KAA3EL:

— wuvunmonepasa (LlepesuMm), cuHTe3WpyeTcss KIETOYHOM JIMHMEH,

HOJIy‘ICHHOﬁ M3 SUYHUKOB KUTAMCKHUX XOMJSIKOB,

— BeJlanmonepasa anbha (Bnpus) — npoussoauTcs kietodHoi nuumeii HT-

1080 ¢pubpobiacTos yenoseka.

murmonepasa 1 BeNarmonepasa BBOASTCS BHyTPMBEHHO KallelIbHO 1 pas B

2 HeIelH.
V neteii ¢ 6onesnsio I'ome HauanpHas no3a 3OT cocTapiseT:

- mpu I Tune 3a6oneBaHus, mIpoTeKaromEero 6e3 IIOPKEHUS TPYOYATBIX

kocTei ckenera, — 30 Ex/kr 2 pasa B Mecsi;

- mpu I Tume 3aGoneBaHMdA, MPOTEKAIOLIETO C MOpaXEHHEM TPY6GUATHIX
KOCTeH ckeleTa (KOCTHEIE KPH3HI, IATONOIHYECKHe TIepeIOMEL, OYard JHTHIECKOM
ACCTPYKUMH, aCENTHIECKUM HEKPO3 TONIOBOK GeApeHHBIX kocTei) — 60 En/kr 2

pasa B MecHIl;
- mpu III Tme 3a6oneBanus — 120 Ex/xr 2 pas3a B MecHII.

Ilpy Gomesuu Tome II Tuma 3T Hea(h(DEeKTHBHA, IOCKOIEKY
peKoMOMHaHTHas nIroKonepeGpo3uiasa He IIPOHHUKAET gepes

reMarosHuedanmdeckuii 6apsep.




IIpornos.

Ilpu Gonesnu Tome I THma nNporHo3 — GIArONpHATHEIA B ClIydae
cBoeBpeMeHHOro HasHadeHusd 3DT. Ilpu pa3BuTHM HeOOpaTHMBIX IOpaKeHMH
KOCTHO-CYCTaBHOM CHCTEMBI ITOKA3aHO XHPYPIHYECKOE OPTONEIUYECKOE JICUCHHUE
AU KOPpEeKIUH opToneaudeckux aedexro. IIpu mopaxeHuy XHU3HEHHO BayKHBIX
BHyTPDEHHHX OpraHOB IPOTHO3  ONpPENENACTCS  CTENEHBIO  OUCHYHKIMH

ITOPAXXECHHBIX OPraHOB U Pa3BUTUEM OCJIO)XKHEHHM.
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