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BeseneHue

Cungpom [lpaBe (CH) -Tsaxemas MHOKIOHHYECKAS
SIUIISTICHS MIIJICHYECTBA - IWICTITHYECKUI HACIIeICTBSHHBIH
CHHAPOM, JEOIOTHPYIOLIMH Ha IEpBOM TOAY IKU3HH,
NPOSBISFOMIMICA NOMMMOP(HBIMUA  T'€HEPAIU30BaHHBIMU |
NapUUaNbHBIMH  NIPUCTYHIAMH C  O0S3aTeNIbHBIM  HaJMYHEM
MHOKJIOHHYEKCHX MapOKCU3MOB, OTCTaBaHHEM B ICHXHYECKOM
Pa3BUTHH ¥ PE3UCTEHTHOCTHIO K 0a30BBIM aHTHUIIHIICHTHYECKUM
npenapatam (ADI) .

Cungpom Jlemnkoca Tacto (CJIT) OTHOCHUTCS K
reHepan30BaHHBIM KPUITOICHHBIM MM CHMIITOMAaTHYECKUM
¢dbopmam smmtencur, AeOIOTHpyomee B IETCKOM BO3pacTe U
NPOSBIISIETCS TTOMTMMOP(HBIMU ITPUCTYIAMH, CHELU(PUISCKIMH
n3MeHeHHssMH Ha ODOI, BBIpQKCHHBIMH  KOTHUTHBHBIMH
HapYLEHUSIMH U PE3UCTEHTHOCTBIO K TEPaIUH.

CH u CJII' -nBe paspymmuTensHble (POPMBI STMIETICHH,
KOTOpbIe Ha4YMHAIOTCSA B PAaHHEM BO3pacTe, CONPOBOXKIAIOTCS
rpyOBIM HapyleHHEM MHTEJEKTYaJIbHO-MHECTHYECKUX
(GYHKLMH, 1U1s1 KOTOPBIX XapaKTepHbI TOIMMOP(HBIE IIPUCTYIIBI-
TOHMYECKHE, KJIOHHYECKHE, MHOKIOHHYEeCKHEe aOCaHCHEIE,
mpu o0oux 3a00JeBaHUAX MOTYT OBITh Kak (hOKaTbHBIE, TaK
1 TeHepaJnoBaHHBIE MpHUCTymIBl. Oba 3abomeBaHUs 0COOEHHO
UMEIOT CXO)KHE KIMHMYECKUE NPOSBICHUS Ha PAaHHUX dTalax
pa3BUTHs OOJE3HH U PE3UCTEHTHBIE KO MHOTUM 0a30BhIM ADII.

B ornmenennn HeBponornum panHHero Bospacta  80%
TOCITUTAIN3UPOBAHHBIX JETEH -3TO ISTH C Pa3TMIHBIMU (POpPMaMH
srmtericun. OrpesieNieHne KIMHUYeCKOH (DOPMBI AIMIICTICHH,
0COOCHHOCTEH ero NpOsIBJICHHS OYeHb Ba)KHA VIS PaBHIILHOM
MIOCTAaHOBKY JAWArHo3a, IOTOMY YTO OT 3TOro OyleT 3aBHUCETbh

TUI HAa3HaYaeMOro aHTU-3IMiIenTHYeckoro npemnapar (AJII) u
ucxoy 3abosneBanns. PaHHMI BO3pacT JeTei, NOCTYyNHBIINX B
OT/IeJICHHE, HETIOHWMaHue pPOoJuTeNieil HeoOXOIUMOCTh BHJIEO
3amKicu TPHUCTYNOB (110 HUM Bpad TOYHEE ONpENesieT  THII
MIPUCTYTIa) WHOTAA 3aTPYJHSET [MOCTAHOBKY THIIA DIWIICTICHH,
0COOCGHHO TeX (OpM, KOTOpBIC Pa3BEPTHIBAIOTCS B IO3IHUE
CPOKH.

OnucaHue cny4as

Kimamuecknii cirydait aMmOynatopHoro manuenTta: Pedbenok
A 10 mer. AnmamHe3 Xu3HU H 3aboneBaHus: bepemMeHHOCTH
mporekana Ha (Gorne OPBU Bo BTOpOM TpmMecTpe, aHEMHH.
Ponbl myTeM SKCTPEHHOrO KECApeBOIO CEYeHus, B cpoke 29
Henenb. Bec ipu poxenun 1620 1.

B 6 mec. pebenox momyumn npuBuBky AKJIC, depes
2 He#enW TOSBWINCH TIPUCTYNHI Ha (OHE HOPMAIbHOU
TEMIIepaTypsl B BHJE 3aBEACHHS Va3 BBEPX, TOHHYECKOTO
HalnpspKeHUS KOHEYHOCTEH, 3aTeM TIPUCOEINHUIINCH
KJIOHMYECKHE MOIEPTHBAHMs, C HAYaJIOM CIIpaBa, Ha CIIEAYFOIHH
JICHb OTMEYAJIOCh yUalleHNE IPUCTYTIOB KaskKAbIe 2 yaca, ¢ 9TOT0
BO3pacTa IoMydand KOHByJeKC 30MI/KL. BBICTAaBIECH JWAarHo3
¢doxampHast smmiienicus. B Bo3pacte 1 roma 5 mec. IpUCTYTIBI
YY9acTHIINCh, yBenmndeHa npo3a KouBymekca mo 45vr/kxr. B
BO3pacTe 2-X JIET MOSBIISIOTCS IPUCTYIIBI B BU/IE€ KUBKOB T'OJIOBOH,
CONPOBOJK/IAIOIINECS IOAHUMAHHEM BEPXHUX KOHEUHOCTEH,
MaKCHMajlbHasl 4acToTa A0 7 pa3 B CyTKH, ObUI Ha3Ha4YeH
Jlamukran B mo3e mpuOMM3MUTENBHO 6,25 MI/KL, OTMedaeT
yiydwieHue. B Bo3pacte 3, 5 jieT NOsSBUIMCH NPUCTYIIBI B BUIE
3aMHUpaHus, yBEINUeHa 1032 JaMaKTaja, KOHBYJIEKC 3aMEHEH Ha
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Jenakun xpoHo. [IpucTymnoB He ObLIO B TeUeHHHU 2-3 MECSIIEB,
HO 3aTéM BHOBb BO30OHOBWIIMCH BCE BUBI NMPHCTYIOB 10 3-5
pa3 B cytku. ben BeiBcTasnen a3 CJII.

®Dopmysa pa3BUTHUS — FOJIOBY JAEPKUT — 2 MecC., CUIUT — 7
Mec., rmoji3aer — 6 Mec., peub — 1 ron. Pebenok Habmromancs y
pa3IM4YHBIX Bpadel B pa3nu4HbIX ropogax Kazaxcrana u Poccun.

Hesposoruueckuii craryc pebeHOK rpy0o 3aaep>KuBaeTcs
B IICUXO — peuyeBoM paszBurud. Ha ocMorp He pearupyer
CIIOKOIHO, B 3pUTEIIbHBII KOHTAKT HE BCTYIAET, HA O0paIeHHYIO
pedb M HMsS HE pearupyer, poAHbIXx He auddepeHIUpyeT,
[IPOCTBIE MHCTPYKLUU HE BBIIOJHSAET, peub — ciaoB HeT. YUMH
— 0e3 naronoruu. Mpimeynsiii Tonyc 1 CXP  He HapyIieHbI.
Iloxonka He HapyuIeHa.

MPT ronoBHOTO MO3ra 0€3 MaToJOTHH.

O0I' wMmonutopuHre - Bo cHe peructpupyercs
NPOJOJDKEHHAs  AMMICNTH(OpPMHAsT aKTHBHOCTH B BHE
pa3psioB  KOMIUIEKCOB  IHK-TIOJUIMK-OCTpasi-MeJIeHHasI

BOJIHA B JIOOHO-IIEHTPAILHO-TEMEHHO-BUCOYHBIX OTBEJCHUSX C
TreHepajau3alyeil Mo BceM OTBEACHUS, U B BUJIE MPOIOIKEHHBIX
BCIBIIIEK B COYETAHUH CO BCIBIIIKAMU TeTa-/1eIbTa BOJH.

MonekyIsipHO — TEHETHYECKOE MCCIIeIOBaHUE CHAEIaHO
B Bo3pacTe 9 nert, BesIBIWIO MyTanuio reHa SCNI, koTopslit
ABJIsieTcd NpUUnHON cuHApoma Jlpase. . Ha MomeHT ocMmoTpa
peOEHOK TOJIydall CTHPHONIEHTO B TedeHHU 8-9 Mec, cynopor
He OBUIO B TEUEHHU OMECSIIEB.

O6cyxaeHue

Xorss CH u CJII' UMEIOT CXOXKYIO KapTUHY, Kaxaast
13 3TUX (HOPM OTAMYAETCS ONPEACTEHHBIMH KPUTEPHIMH, IO
KOTOPBIM CTaBUTCS JI3.

Cunzpom JlpaBe HauMHAETCS B NEPBOM IOIYroauu- 3-6
Mec, ¢ (heOpHUIbHBIX TOHHKO-KIOHMYECKHX TIPHCTYNOB (B
80% cmy4aeB), uHOTAAa ¢ (HOKATBHBIM KOMIIOHEHTOM M HMEET
CKJIOHHOCTb K CTaTyCHOMY TEUEHHIO. B aHHOM KIMHHYECKOM
ciydae y peOeHKa HpHUCTYIIbl HAYaINCh B PAaHHEM BO3PacTe
6e3 Temmeparypel, uMenu (QOKaIbHBIM Xapakrep. [lamee 1o
2-X JIeT OOBIYHO TICHXOMOTOPHOE Pa3BUTHE HE 3aJIePKUBACTCS,
OTMEYaeTCs 3aTHXaHHe OOJIe3HH, pEeAKHe, HO JUINTEIbHBIE
TIPUCTYTIBl TOHHWKO-KJIIOHHYECKOTO Xapakrepa.  [locme 2-x
JEeT TIPOWCXOOUT pPa3BEePTHIBAHNME KIMHWYECKOH KapTHHBI,
KaTacTpouieckoe ydalleHHe MPUCTYIIOB HHOTO Xapakrepa,
TIPUCTYTIBI CTAHOBSATCS TTOMMMOP(HBIMU, HO ¢ TpeodIajaHueM
MHOKJIOHWYECKHX TpHCTynoB. C ydJalieHHWeM NpHCTYIIOB
COBIIQJIAET pErpecc IICHXOPEUEBOTO U pPEXe MOTOPHOTO
paszButusa. Ha DDOI mpeobmamaroT crialkoBbIe KOMIIOHEHTEI,
KOMILIEKCHI "cradik-nonucaik MmemieHHas BonHa". Ha MPT
M3MEHEHHS HE XapakTepHbl. [Ipy reHeTn4eckoM HCCIIe0BaHIH
BeISBIIIOT TeH SCN1A. I1o 1aHHBIM MOCIEIHUX UCCIEI0BaHNI
okoino 5% -15% cnydaeB cuHzmpoma JIpaBe MoxeT OBITH
cBsa3aHo ¢ myrauueidl B rene PCDHI19. ba3oBbiM npenaparom
s nedenust CJ siBisiercst ctupuonenros, Iepmanus. Yamie
BCETO MPUMEHSETCS MOJUTEpaIus B KOMIUIEKCE C IperapaTamMu
BaJILIIPOECBOH KHCIIOTHI M KII00A3aMOM.

[pu curgpome JlemHokca I'acto Bo3pacT medioTa
cocraBisieT 2-3 rofa, HO 9acTo MepexoIuT u3 cuHapoma Becra.
Jetn 3anepkuBaloTCsl B pa3BUTUM C paHHETo Bo3pacTta. B
KIIMHUYECKOH KapTHUHE MpeoOiagaroT NPUCTYIIBl B BUJE APOI-

NuTeparypa:
1

arak (pe3Kue maJieHusi, KUBKU), y jaeTed 1-2 jer apon-araku
CXOXKH C MH(pAHTHWIBHBIMU CIIa3MaM{ U TOJIBKO 110 MKTaJIbHOU
OO0 MOXHO YCTaHOBUTH TOUHBIM TuUn mnpuctyna. Ha 20T
XapaKTepHbl MeJJIeHHbIE KOMIUIEKCHl '"ocTpasi MeJIeHHas
BosiHa", "cmaiik -mennenHas BoaHa". Ha MPT B 70% cnyuaes
BBIABIIAIOTCSL  CTPYKTypHble  u3MeHeHus. Jleuenme CJII'
3aTpyIHUTENIFHO, MOHOTepanus OoObYHO  Hed((deKkTHBHa,
MPUMEHST MOJUTEPAINIO B 3aBUCUMOCTH OT MPeo0IiaIatomero
TUIIa CyAOpor- 0a30BBI Mpenapar BajJbllpoaT, TaK KaK OH
NPUMEHUM TIIpH BCEX BHJAX NPHUCTYIIOB, Ha JpOI aTaku
Ha3HAYaloT JIAMOTPH/DKUH, Tomupomar. KopTukocrepouapl,
C TIOCTETICHHBIM CHM)KEHHEM J103bl, HAa3HAYalOT B HadallbHBIX
CTaUSIX MPH ATHICITHYECKOM CTaTyCce U B IEPUOABI YXY/ILICHUS
B TEUEHHMH 3a0oiieBaHus. B TSOKENBIX Cilydasx MPOBOIUTCS
cTumyJsiius omyxaatomniero Hepsa (VNS-tepamnus). B crapiiem
BO3pacTe MPUMEHSIETCsl YacTUYHAs (PE3EKIMHU TOIBKO MEPEIHUX
JIBYX TpeTeil MO30JIUCTOrO Tella) Wi MojiHas Kammozoromust.

B nanHOM cityuae oTcyTcTBHE (PEOPHIIBHBIX MPUCTYIIOB,
HaJIMYUe MHOKJIOHUYECKUX MPUCTYIIOB C MaJJeHUSIMHA BO3MOXKHO
BBEJIM B 3a0iy’KICHUE JIeUallux Bpadel, peOeHOK ObUI TT03/IHO
OTIpaBJIeH Ha reHeTH4eckoe obOcienoBanue. B 1o ke Bpewms,
Onaroapsi TEHETHUECKOMY HCCIIEIOBAHUIO peOEHKY ObLIO
Ha3HA4YeHO LieJIeHaNpaBlIeHHOe JIeueHHe, KOTOpOoe B HACTOsIIEe
BpeMsi 00EeCIeunBaeTCsl rOCyJapcTBOM (CTOMMOCThH YIIaKOBKU
karc. 250 mr / 60 mT- 236 524 Tenre). A Takke MO3BOJIMIO
n30€XKaTh TSHKEJIOr0 HeWPOXUPYPrHYECKOI0 BMEIIATENILCTBA.

BbiBoAabI

B  3aBepmeHum  xoremoch OBl CKa3arh,  49TO
mupdepennmanpaas muarHoctuka CJI m CJIIT He ommcana
B JIATEpaType BO3MOXKHO II0 TMPHYHUHE TOTO, YTO HMMEIOTCS
oTIpeNieNIeHHbIE KPUTSPUH, OTIMYAIOIIHE IBa 3TUX 3a00JICBaHMUS.
Ho Hanmo yuyuTteIBaTh, 4TO Ha paHHHUX JdTaraxX Pa3BUTHSA U IMPH
HETHITMYHON KIMHIUYSCKON KapTHHE Miss JUATHOCTHKA BEIET
K HETPABIIIGHOMY JICUCHHIO W JIydIlle BOBpPEMS HAIPABUTh
peOcHKa Ha TEHETHYECKOe OOCIEeIOBaHWE, YeM ITONY4YHTh
TIyOOKYIO HHBAIUIHOCTH, KOTOPYIO MHOT/Ia MOKHO M30€KaTh.

B momomuenwue: EcTh eme MHOTO 3a0011eBaHMiA, KOTOPEIE
MOATBEPKIAIOTCS TEHETHYCCKH W TO3BONAIOT HAa3HAYHUTH
IeJICHANPABICHHOE dTHOMATO-TeHETHUYECKOE JICUueHHE (CHHAPOM
nepurmra GLUT1 cesa3anHOoro ¢ myrammeir reHa ¢ SLC2AI,
SMUIICNTHYECCKAs JHIEPaIONaTHs, ¢ PAHHETO MJlaJeHYECTBA-
CDKLS5, uepounusiit mumodycuuHo3 ¢ MyTtanueir rena CLN2
U MHOTO JIPYTHX)

[eHeTHYECKOE WCCIICOBAHUE SBISIETCS CaMBIM JOPOTHM.
Juis Toro, 4TOOBI 3HATHh KaKyl0 TOYHO TEHETHIECCKYIO0 MYTAIHIO
UCKaTh, HEOOXOMUMO 3HATh KIMHUYECKYI0 KapTHHY JSTOH
myTtamuu. B Hactosimee Bpemst B KazaxcraHe He TpOBOAATCS
WCCIICIOBAaHNS HAa  TOYCYHBIE  MYTAlldH, BBI3BIBAIOIINE
SMUIICTICHIO, TTPOBOIUTCS HCCICAOBAHUE Ha AMIUICITHICCKYIO
MaHelb, KOTOpas BKIIOYAeT HE TIONHBIA Ha0Op MyTallui,
BBI3BIBAIOIIUX SIIHJICIICHIO.

HecMmoTpst Ha TpyAHOCTH TEHETHYECKOTO HCCIEIOBAHU
HaJ0 He 3a0bIBaTh, YTO WHOTHA , CPEACTBa MOTpPadCHHBIC HA
TCHETUYECKHUN TIONCK OMPAaBIBIBAIOTCS BEIOOPOM MPABUIIBHOTO
CpeZICTBa JIeUeHIsI 3a00ICBaHUS.
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