XOpeu 1 rge oHn obuTatoT



« Xopeda — nnacka
* PasHble, bbICTpble, becnopsiaoyHble ABUKEHUS

e OTNUYMe oT APYrmx rMNepPKNHE3OB —
BOBMNEYeHne MblLLL, NLa, MblLLEYHAA TMNOTOHUS




bone3Hb [ eHTUHITOHA

e [TOMWHAHTHbIN TUM HAacnegoBaHUA U
nosiHaga (Hy nNoYTn) NeHeTPaHTHOCTb

* [lepBble cMMNTOMbI OObIYHO B 30-50 NneT

* [eHeTn4yecknn gedekt — kyda LUAT
(KogupyeT rmyTamMuH ) Ha KOPOTKOM nJieye 4
XpomMocoMbl. Ecnn oo 33 — 300poB, ecnn
38-121 boneH. Hem bonblie NnoBTOPOB, TEM
paHbLlUe aebtoTmnpyeT («deHOMEH
aHTMUmMnauun»).

« ObpasyeTca aHOMasIbHbIU FEHTUHITUH,
TOKCUYHbIN A9 MOo3ra



* [pyOble N3MeHEHUA B XBOCTaTOM U
yeyeBuLLeObOpa3HOM Aapax

* CHavana rubHyTt AMK-epruyeckne
HeWUpPOHbI ¢ D-2 peuenTopamu

* [lepecTaeTt yHKUMOHUPOBATL HENPAMOU
cTpuatonannuaapHbIn NyTb

* PacTopmaxkmBaeTtcs Hapy>XHbIN CETMEHT
6bnegHoro wapa



ELLE PA3 CPABHUTE NMPAMOUM U HENPAMOMU NYTH
OT CTPUO-NANJIMAAPHOU CUCTEMBbI K KOPE B/l

-

KOPA BOJIibLUMX MONYLUAPUM

accolMMaTMBHaA

T

CYBTANAMMUY
A0PO

MpamMon NyTh — aKTUBMUPYIOLLUWA
(aBa TOPMO3HbLIX 3B€Ha B HEeM-
POHHOM KOHTYpE)

KOPA BEOJIbLUMX MONYLUAPUM

CTPUATYM @
:

CYBTAJNIAMUY
AQPO

HenpamMmon nyTb — TOpMO3ALLMWA
(TPM TOPMO3HLIX 3B€Ha B HEeM-
POHHOM KOHTYpe)




* [locTeneHHLIN Nepexoq OT XOpeun K
XOpeoanCTOHUK, a 3aTEM K aKUHETUKO-
pUrMgHoOMy CUHAPOMY

 [loTOMy 4YTO NOrMbalOT TaKXKe N HEUPOHHBI,
parouimne Ha4yano npamomy nyTu (c D1-
peuentopamun). Ho megneHHee

OHM CHA3ANH

)

1bl BVﬂEllib VMHPATb MEZNEHHO

h.ru



[ MNepKnHe3bI

« He pa3BuBaloTcs B rma3ogBuraTerbHbIX
MblLLLIaX

» Co BpeMeHEM Xopesi npnobpeTtaet
XapakTep AUCTOHUK

 [lenpeccus
» [lemeHuus



®opma Bectdans

» KOBeHUNbHas, pa3BmBaeTcd o0 20 net

 [lpeocbnagaetT akMHETUKO-PUTNOHbIV
CUHAPOM

* [lpouecc bornee arpeccuBHbLIN.
3arparnBaeTt NpsAMomn 1 HenpaAMou NyTu
OAHOBPEMEHHO.

* bbICTpOE nporpeccupoBaHne
* [1noxon nporHos.



JleyeHne

* TeTpabeHasnH (obpaTnmoe
MHIIMBbMpPoBaHNE BE3UKYNAPHOIO
nepeHoc4ynka moHoamuHoB (BI'1A) 2-ro
Tna)

* Henb34a npu genpeccun, TpeBore,
arpeccumn, aucgarmm, Tak Kak nx
yCcunmBaeTt

« Ecnn Henb3s — HEMPONenTUKK

il Tabnetku 25 Mr
s| 112 Tabnetok

(ornaH3anuH) f5z"



CeHurnbHaga Xopes

* HeT cemenHoro aHamHesa
* [louemy — He 3HalOT

e HeT ncnxmnyeckmnx/KOrHUTUBHbIX
PACCTPOUCTB

* TonNbKO HapacTatloLme rmnepKkMHesLI

e JleyaT Tak xe



[1obpokayecTBEHHAA
HacneacTBeHHasA XOpes

* To)Xe HacneagcTBeHHasd, HO MYyTal WA

Apyra
 MaHudbecTupyet B 4ETCKOM BO3pacTe

* [eHepann3oBaHHaA Xopes
* He nporpeccupyert

* OTCYTCTBYIOT MHTENNEKTYarbHbIE
HapyLUEHNS



Xopesa CugeHrama (mManas)

 Ta camaga nocne bl CA

« XOopeq BbipaXkeHHee B ANCTanbHbIX
oTaenax KoHe4YHoCTen u nuue

* B nonoBuHe cny4aes — remuxopes!

« XapakTepHbl MblLLIEYHAA MMMNOTOHUS,
ONcKoopaAnHaLuS

 ATaka onnuTtcd okono 12 Heaenb



Magas xopest (xopes Cuaenxema)




bonbLiaga xopes

* VicTepunyecknm rmnepknHes



Xopest bepeMEHHbIX (Unn npw
npneme KOK)

* Y XEHLMH, B AETCTBE MNepeHecLLnX
peBMaTn3m

* /I3-3a yBenmyeHusa cogepxaHng
9CTPOreHoB (M3MEeHAETCHA aKTUBHOCTb
OodpaMnUHeprmyecknx HEMPOHOB)

* [MposiBnAloTCA B 1 TPMMECTpEe 1 Andarca 1-2
Mecsdua



Xopes npu CKB nnm A®C

* [loxoyka Ha Manyto Xopeto, HO pa3BUBaeTCS
yalLie B bonee no3gHeM Bo3pacTe



IlekapcTBeEHHAs XOpeS

* HenponenTtuku
 [lpoTMBONApPKMHCOHNYECKME CpeacTBa

* [lcnxoctumynatopbl (MeTamdeTamumH,
MeTundeHnaar)

e KCaHTUHbI (3YDUNnH)

e Tpuymknudeckme ALl

 Onuatsl

* [1pn oTMmeHe beH30ana3ennHoOB




HenpoakaHTOUMNTO3 (CMHOPOM

NeBunHa-Kputunn)

o CoyeTaHne meaneHHo
nporpeccupyoLlemn
XOpewn, aHomManumu
SPUTPOLINTOB U
NoNMMMHENpONAaTUN.

o [1eOOTMPYET Yy B3POCHbIX
20-30 neT C
reHepann3oBaHHOIO
rmnepknHesa

e HaunHaeTca Kak
opodaumanbHas
NUCKNHE3nd



CuHpgpowm Jlewa-HuxeHa

e X-CUENNEHHbIN
 [1ByCTOPOHHUW XOpeoaTeTo3
 YMCTBEHHAasi OTCTanoCTb

* [Mnepypukemms

* OTCcyTCTBME (PEPMEHTA
rMNOKCaHTUHIyaHNHAOCHOopnbO3HOM
TpaHcdepasbl — He obpa3sytoTea M n
MO



e bonerwT TONbKO
MalbYUKu

 MaHndecTupyet B
Te4YyeHune nepsbiX 8
MeCALEB XXN3HU

* CKITOHHOCTb pebeHKa ¢
camMonoBpexgeHnUam
(KycaHue nanbueB U
LLIEK NSHYTPMW)

Lesch Nyhan Syndrome

Lesch-Nyhan syndrome (LNS) is a recessive X-linked
disorder caused by a deficiency of the enzyme hypoxanthine-
guanine phosphoribosyl transferase (HGPRT). The deficiency
of this enzyme creates a build-up of guanine in the tissves.
The accumulation of guanine does not allow for proper
conversion back to guanosine-5"-monophosphate (GMP),
so the excess is broken-down into uric acid. The increasing
amounts of uric acid in the brain can cause neurological and
behavioral problems such as spastic movement, mental
retardation, and the impulse to self mutilate (characterized by
nail and lip biting).
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